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3 AHernponeTpoOBCKM AETCK AOM-UHTEPHAT

KAMHUYECKUN CAYYAU CUHAPOMA AYU-BAP
B COYETAHUU C SMNMUAENCUEN Y NOAPOCTKA

Pesrome. B cmamoe npuseden cayuaii coocmeenHo20 MHO20AeMHe20 KAUHU1ecKk020 Habaiodenus cunopoma Jlyu-
bap (spoxucdennoit amakcuu-meneaneusxmasuu) 6 covemanuu ¢ snunrencueil y desouxu 15 rem. Ommeuenot
0COOEeHHOCIU MeUeHUs: U MaHUpecmayuy KAUHU4eckux npusrnarkos cunopoma Jlyu-bap, covemanue ¢ snunencueii u
NOAUOP2AHHOCMbIO NOPadCceHUU Y danH020 nayuenma. llpusedenHulil cayuai OeMOHCMPUPYem CAOICHOCMb PAHHEl
JuasHOCMUKU NepBUHHbIX UMMYHO0eDUUUMHBIX COCMOAHUIL Y Demell @ COHemAanuy ¢ namoao2uell HepeHoI CLUCIMeMb.
s ceoeepemennoil gepupukayuu duaeHo3a HeodXoo0um mujamenvHblil AHAAU3 KAUHUKO-AHAMHECMUYeCKUX
JaHHbIX 6 couemaHuu ¢ Qud@epenyuanvHbiM NOUCKOM NPUHUH PeUUOUBUPOBAHUS UHGEKUUOHHBIX 3A001e8AHULL Y

demelil ¢ He8PONOUHECKOL namoaocuel.

Karouesvte caosa: cunopom Jlyu-bap, snusencus, demu.

OmnucanHblil ppanHiy3ckum BpadoMm D. Louis-Bar,
a mo3gHee — amMepukaHckumu Bpauamu E. Boder,
R.P. Sedgwick cunapom (CMHOHMM — aTaKCUs-TeJeaHTH-
9KTa3usl) SIBJSETCS HACJAENCTBEHHBIM, M HAYajo ero, Kak
MPaBUJIO, OTMEYAETCS ¢ paHHETo NEeTCKOro Bo3pacra. Y
OOJIBIIMHCTBA IeTei HaOII0maeTcs 3aaepKKa IICUMXOMOTOP-
Horo pa3BuTHsl. MaHubecrams 3a001eBaHIsI HAUMHAETCSI C
HEBPOJIOTMYECKOM CUMIITOMATUKU: MO3XEUKOBOI aTaKCUU
C HapylIeHueM TTOXOIKH, TPOKaHUSI TOJIOBBI M TYJIOBMIIIA,
X0peoaTeTo3a, MHTEHIIMOHHOTO TpeMopa, HapyIlIeHHs IBH-
JKEHMS TJIa3HBIX 070K, [IpuMepHo K 2—6 romaM Ha KOXe
Tela Y CIM3UCTBIX TOSIBIISIIOTCSI aCUMMETPUYHBIE TeleaH-
TUAKTa3WM, HapyllIaeTcss MUrMeHTauuu Koxu. CHHIPOM
Jlyn-bap xapakTepusyeTcst BpOXKIeHHOI aHTMOIaTUEeH C U3~
HavyaJIbHbIM BOBHUKHOBEHNEM TEJICaHTUAKTa3Uil Ha KOHb-
IOHKTHUBE TJIA3HOTO S10JI0Ka. 3aTeM COCYIUCTBIE «3BE3MOUKI»
TTOSIBJISTIOTCST Ha KOXe BEK, HOCa, JINIIA, IIIeW M KOHEUHOCTSIX.

IToMuMO coueTaHHOTO MOpaXkKeHUsI KOXU W HePBHOM
cucteMbl, cuHapoM Jlyn-bap xapakrepusyercst KoMOu-
HUPOBAaHHBIM UMMYHOIE(MUIIUTOM, YTO OOYCITOBIMBAET
y OOJIbHBIX CKJIOHHOCTh K 4aCThIM MH(MEKIIMOHHBIM U
OHKOJIOTUYECKUM 3a001eBaHUAM, (DOPMUPOBAHUE XPOHU-
YeCKUX OPOHXOJIETOYHBIX MpolleccoB. B nMMyHorpamme
MaKCUMaJIbHO CHUXKEH WJIM OTCYTCTBYET CHIBOPOTOUHBIN
nmMyHorooynuH A, nHorna G u E. Kpome Toro, y 60J1bHBIX
¢ cungpomoM Jlyn-bap Haba0ma0TCs HU3KUI YPOBEHD
o-peTonpoTrerHa B KpoBU, TUMGOTIEHUST U 303UHODUIUS.

[luToreHeTnUecKoe nccaenoBaHre TUMMOLIMTOB MOKAa3bIBa-
€T XpPOMOCOMHYIO HeCcTabMIbHOCTD. [TaToMopdonornuecku
BBISIBJISIIOT TMITOTLTA3MIO WJTH aTl1a3uio BUJIOYKOBOM XKeJle3bl,
JTuMGaTUIeCKUX y3J10B, celie3eHKu |1, 2].

B neBponorun cunapom Jlyu-bap oTHOCHUTCS K Tak Ha-
3bIBaeMBIM (PaKOMaTO3aM — TeHeTUIeCKU 00YCIIOBJICHHBIM
COYETAaHHBIM MOPAXEHUSIM KOXU W HEPBHOW CUCTEMBI.
Mopdomorndeckn aTakCusi-TeJeaHTMIKTa3Hs XapaKTepy-
3yeTcs JeTeHepaTHBHBIMU U3MEHEHUSIMU TKaHEel MO3KeuKa,
B YaCTHOCTH TIPOTpeCCUpYIoIIeit rudesbio KieTok [Typku-
Hbe. JlereHepaTUBHBIE U3MEHEHUSI MOTYT 3aTparuBaTh U
JIPyTUe CTPYKTYPBI TOJJOBHOTO Mo3ra. [Ipu obcienoBaHum
y MalueHToB ¢ cuHapoMoMm Jlyn-bap Ha KOMIIBIOTEpHOI
1 MarHUTHO-pe3oHaHcHOU Tomorpaduu (MPT) oObraHO
onpesesigeTcss aTpodust YepBs U TOJyIIApUi MO3XKeUKa C
paciiMpeHueM JIMKBOPHBIX myTei [3].

Cunnpowm Jlyu-bap HacieayeTcs 1o ayrTocOMHO-peliec-
CHMBHOMY THUITY, CBsI3aH ¢ MyTauusmu B reHe ATM (ataxia
telangiectasia mutated), ocHoBHast (PyHKLIMST KOTOPOIO 3a-
KiIouaeTcs B perapaiuu pa3peiBoB JIHK n mognepxkanum
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1IeJIOCTHOCTH TeHoMa B Kiietke. [enH ATM kapTtupoBaH Ha
JUTMHHOM TUIeue XxpoMocoMbl 11 B yuactke 11gq22-q23 [4].
IMpennonaraeTcsi, 4TO TUMOIIA3USI TUMYCA U MU3MEHEHMSI
HEPBHOW CUCTEMBbI MOTYT OBITh BbI3BaHBI aHOMAJTUSIMU
COCYyIOB, OOYCJIOBIEHHBIMU Me30epMaIbHBIM Je(DEeKTOM,
WJIK ayTOUMMYHHBIMY peakiIusIMU Ha aHTUTEH, OOILIWIA TSI
TUMOIIMTOB M HEPBHBIX KJIeTOK. OHAKO MTPUYMHHASI CBSI3b
MEXITY UMMYHHBIMU, COCYIUCTBIMU U HEBPOJIOTUYECKUMU
HapylIeHUSIMU He JoKa3aHa.

HecTtabuyibHOCTh TeHOMA Ha XpOMOCOMHOM YPOBHE
SIBJISIETCS] TEHETUYECKOM TIPUYMHOIN HEe TOJBbKO CMHIpOMa
Jlyn-Bap, HO 1 Ipyrux HapyIIeHU IeHTPaJTbHOI HEPBHOM
cucteMbl. U3BeCTHO, UTO peryJisipHble U MO3anyHbIe (DOPMBbI
XPOMOCOMHBIX 00JIe3HEl Bcerja HeraTUBHO 3aTparmBaioT
(YHKIIMY TOJIOBHOTO MO3Ta U MPOSIBIISIIOTCS B BUJIE pa3JIny-
HBIX (hOPM YMCTBEHHOM OTCTAJIOCTH, ayTU3Ma 1 SITUJICTICUMN
[4, 5]. OnHako B COBpEeMEHHOM JIMTepaType MOCIEeIHNX
JIET BCTPEYAIOTCS JTUIIb PEIKHE OMMCAHUS TSKETBIX (hopM
SMUJICTICUU TIPU aTaKCUHM-TEJICAHTUIKTa3UM, B YaCTHOCTH
cuHIpom JlenHokca — Tacto, cuHapoM Arunapa [6, 7].

CoueraHue 3MWICTICUM C PEIKUMU HACJIeICTBEHHBIMU
W BPOXIEHHBIMU 3a00JIeBAaHUSMU MOXKET BbI3bIBATH
CYLIECTBEHHBIE TPYJIHOCTU B AUATHOCTUKE TOCJIEIHUX,
3HAUUTEJbHO YTSKENsSl UX MPOTrHO3. DTO O0YCIOBJIMBAET
HEeo0X0AMMOCTb MHIMBUAYAJIBHOTO TIOIX0/1A K MallMeHTaM
C HEBPOJIOTUYECKOU MaTOJIOTHEeN U MPOBEIECHUSI UX KOM-
TUIEKCHOTO 00CIeTIOBaHMS JIJISI BbISIBJICHUSI COITYTCTBYOIIIMX
3a00JIeBaHUIA.

CobcTBeHHOe HabAloAeHne

B Hamei KimHUYecKoi pakTUKe HaOIoaaICs cirydai
couetaHust cuHapoma Jlyn-bap ¢ snumnerncueil y ieBouku-
noapoctka. [TauueHTKa e ibHOE BpeMs Habonanach B
nHpexkunonHoM otaeneHuun Kb No 2, rie oHa HeoqHO-
KpaTHO HaxXoJMWJIach Ha JICUEHUH 110 MOBOIY pecrnupaTop-
Horo 3a00JIeBaHUsI.

Y nmanumentku K., 1999 rona poxaeHusi, OblI BEepU-
GuUIMpOBaH KIMHUYECKUI AUarHo3 «cuHapom Jlyu-bap.
dokajabHas CUMIITOMAaTHYECKAash SMUJIETICUST C YAaCThIMU
MPUCTYNIaMU B BUJIE CJIOXHBIX aOCAHCOB M CJIOXHBIX Tap-
LIMAJbHBIX TIPUCTYMOB, YMCTBEHHAs! OTCTAJIOCTh B CTaaAUM
UMOEMIBHOCTU. XPOHUYECKUI THOMHBIA SHAOOPOHXUT.
XpoHuueckuii nuesoHedput. [MmoxpomHasi aHeMus cpe/i-
Hel CTeTeHM TSDKeCTH. 3aepKKa (PpU3NIeCKOro pa3BUTHSI».

M3 aHamMHe3a U3BECTHO, YTO JeBOYKA POIMIACH OT 2-i
OepeMEeHHOCTH, 2-X polloB. JIaHHBIX O TeUeHUU OepeMeH-
HocTH HeT. B pomax orieHka 1o mkane Amnrap 7—8 0aJuioB.
[Tokazatenu Macchl M JUTMHBI TeJa TIPU POXKIEHUN — Cpe/l-
Hue (3400 1, 51 cm). Co 2-ro Mecsilia XKM3HU BCKapMJIiMBa-
JJach UCKYCCTBEHHO, KOPOBbUM MOJIOKOM. OTCcTaBaHUE B
(GU3UIECKOM U TICUXOMOTOPHOM Pa3BUTHUM ObLIO OTMEYEHO
YK€ Ha IepBOM Troj1y >ku3Hu. PeGeHOK ynepXuBa rojioBy ¢ 3
MecsILIeB, MTOBOPAYMBAJICS C XKMBOTA HA CITUHY C 5 MeCsI1IEB,
CHJIE]T CAMOCTOSITENIbHO ¢ 7 MecsitieB. OHAKO OTMEUaaoch
0oJiee TIO3IHEE Pa3BUTUE HABBIKOB IMOJI3aHUsS — ¢ | rona,
X0/IbOBI — € 2,5 T0/1a, C TOIIEPXKKOIi, HEYBEPEHHO, IMOIIAThI-

Basich. Takke oTMevasiach 3a/iepKKa pa3BUTHS PeUn — Tep-
BbI€ CJIOBA MOSIBUJINCH B 2-71eTHEM Bo3pacTe. C poxkneHus
JIeBOYKA HEOTHOKPATHO O0JIe/1a OCTPhIMU PECTTMPATOPHBIMU
BupycHbiMU nHpekuusmu (OPBU), 6poHxuTom, cTpernTto-
JiepMueit, BHTepoKOJIUTOM. B 2-71eTHeM Bo3pacTe nepeHeca
CeTICUC, CENTUKOMUEeMUYECKY0 (hOopMY, IBYCTOPOHHIOIO
OPOHXOMHEBMOHMIO, ABYCTOPOHHUI KaTapajlbHBIN OTHUT,
rernatut. Pe6eHOK poc B HeOJaronoay4yHoll ceMbe, T
pOIMTENN 3710ynoTpedsiin ankorogeM. OTcTaBaHue B
HEPBHO-TICUXMUYECKOM U (PU3UYECKOM Pa3BUTHUU, a TAKXKE
4yacTyto MHGEKIIMOHHYIO 3a00J1eBa€MOCTb Bpaul CBSI3bIBAIN
¢ nedekTamMu yxona v BCKapMJIMBaHUS MallMEHTKU.

B 3-n1eTHeM Bo3pacTe 1eBoUYKe ObLT BICTABJIEH TMATHO3
«IETCKUI1 LiepeOpaIbHbIi Mapainy, aTakTuyeckast popmar.
[To3nHee MOsSIBUIMCH TaKKME CUMITTOMBI, KaK IMOIIaThIBAHUE
rOJIOBBI, TYJIOBUIIA, CXOJsIIIIEeCs] KOcorjaa3ue, 1u3apTpusi,
TMITOTOHUS MBI KOHeYHOocTel. [leanaTpbl 1 HEBpOJOTH
OTMeYalli, YTO 3a00JieBaHWE TTPOTEKAET C OTPULIATEIbHOM
NMHAMMKOI: y IEBOYKM HAapacCTaJIu MPOSIBJICHUSI MO3XKeU-
KOBOI aTaKCUU C MOCTENEHHON yTpaToil HaBBIKOB Tepe-
JIBUDKEHUSI 1 CaMOOOCITy>KMBaHUsI, HAOJIr01a1ach 3aiepkKKa
TICUXOPEYEBOTO PA3BUTHSI, AU3APTPUSI C YMEHbBILIEHUEM CJIO-
BapHoro 3araca. Kpome Toro, TiiarebHbIi aHaJIU3 UICTOPUU
Pa3BUTHS TTALIMEHTKY BBISIBUJ (DAKTHI TEPUOAMIECKOTO I10-
SIBJICHUSI Y Hee BbICHIMIAHUI Ha JINIE U TYJIOBUIIIE, KOTOPbIE
paclieHUBaJIMCh KaK MPOsiBJIeHKUE cTpernToaepMuu. OaHako
¢ 3-7eTHEro Bo3pacTa ONMUcCaHUe KOXHbBIX DJIEMEHTOB Xa-
PaKTEPU30BAJIO UX KaK «3BE3IYaTyO» ChlIlb, YTO SIBJISICTCS
XapakTepHbIM U151 cuHapoMa Jlyu-bap.

Toabko B 2010 romy (B Bo3pacte 11 jeT), yuuTbiBas
OTPMLIATEJbHYIO TUMHAMUKY M aTUMHUYHOE TEYCHHE OC-
HOBHOTI'O 3a00JIeBaHUSI, HAJIMYME MHOXECTBEHHBIX CTUTM
nU33MOpHOreHe3a, a TakxKe ISl YTOYHEeHUs JuarHosa jie-
BOYKa ObLla HallpaBjieHa Ha KOHCYJIbTALIMIO B 00JACTHOM
MEIUKO-TeHETUYECKUI LIEHTP, Ille BBHICTABJICH AUAarHO3
«cunapom Jlyu-bap? Jleiikonuctpodusi?». [IpoBeaeHHOE ¢
1eJibio muddepenmanbHoi nnarHocTuku M PT rojgosBHoro
MO3Ta He BBISIBWIO MMAaTOJOTUYECKUX U3MeHeHuii. OnHaKo
MMMYHOJIOTUYECKOE MCCIIeOBAaHKE YCTAHOBUIIO JTUMOTIE-
HUI0, 3HaunTeIbHOEe CHIKeHue IgA u IgE, uto no3Bosuio
MOATBEPAUTH TUATHO3 TIEPBUYHOTO MMMYHOedUIIMTAa —
«cuHapoM Jlyu-bap».

OCc00eHHOCTBIO TAHHOTO KIIMHUYECKOTO CJTydast SIBUJI0ChH
coueTtaHue cuHapoMa Jlyu-bap ¢ snuierncueit u XxpoHuue-
ckum ninestioHedpurom. C uronst 2010 1. KTMHUYECKast Kap-
THHA 3a00JIeBaHUsI yCyTyOMIIach MOSIBJICHUEM CYIOPOKHOTO
cuHapoMa. HeBposiorom 1rarHocTrpoBaHa STUJICTICUS C Ya-
CTBIMU MMPUCTYIIAMU B BUJIE CIIOKHBIX a0CAHCOB U CJIOKHBIX
MaplLUaIbHbIX TPUCTYIOB. B ToM ke roay Ha (hoHe OCcTporo
BYJIbBOBarMHUTA U IMCOM03a KUIIIEUHUKA ObLITN BBISIBJICHBI
KJIMHUKO-J1a00paTOPHbIE CUMIITOMBI MTUEJIOHEe(DPUTA.

[TanmenTtka K. ¢ centsaops 2009 r. mpoxuBaer B [IHe-
MPOIETPOBCKOM JETCKOM JloMe-MHTepHaTe. B cBsI3u ¢
PeLMINBUPYIOIIMMU PECTMPATOPHBIMU 3a00JIeBaHUSIMU
HEOIHOKPATHO ITOCTYyTaJla Ha JiedeHre B UH(EKIIMOHHOE OT-
nenenue JATKDB Ne 2. 3a nepuon HadmoaeHus ¢ 2009 roaa o
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HacTosIIee BpeMsT IeBOYKa HeoqHOKpaTHO 6ojiera OPBU,
OPOHXUTAMU, TPYKIBI TIepeHECIa BHETOCTTUTATBHYO OPOH-
XOITHEBMOHMI0. OCOGEHHOCTSIMU TEUEHHS PECTTUPATOPHBIX
3a00JIeBaHUI OBUTM 3aTSKHOE TeYeHUE, JUTUTEIbHO CO-
XpaHSIOIINeCs] ayCKyJIbTaTUBHBIE U3MEHEHHS B JIETKUX B
BUJIE JIOKAJBHBIX BJIAXKHBIX, MEJIKO- U CPEIHEITY3bIpYaThIX
XPUIIOB, YTO MO3BOJIMJIO 3aIMTOJ03PUTh XPOHU3AIUIO BOC-
nanuTesnbHoro npoiiecca. [IpoBeaeHHOE OpOHXOJIOTHYECKOE
HCCieMOBaHKWE TTOATBEPANIIO HATU4re MOPGhOIOTHUECKIX
MPU3HAKOB XPOHUUYECKOTO AU(DHY3HOTO THOMHOTO 3HAO-
OpoHXHTA.

XpoHU3aLMsI COMaTUIECKUX 3a00JIeBaHIIA ¢ OPMUPO-
BaHMEM XPOHMUYECKOTO OPOHXUTA M MTHeJIoOHe(hpHTa Ha (hoHE
BPOXIEHHOTO UMMYHOAE(UIIMTHOTO COCTOSTHUST — CHUH-
npoma JIyn-bap, yactoe peruanBrupoBaHre 000CTPEHUI BO
MHOTOM OTIPEAETUIIO U TSKECTh COCTOSTHUS MALIMEHTKH IO
HeBpoJiornyeckKoMy cratycy. Habmonanock yuaiieHue rmpu-
CTYITOB 3MUJICTICUY U HapacTaHWe TIPU3HAKOB JIeTpataliiu
JIMYHOCTU peOeHKa.

Ha ceronnsiiauii ieHb Bo3pacT naureHTKu 15 net. [1pu
KIMHITYECKOM 00CIIeIOBAHUY AeBOYKA SMOIIMOHATBHO JIa-
OWITbHA, 3aTOPMOXKEHA, OTBEUALT TOJHKO Ha dJIeMeHTapHbBIe
BOIPOCHI. BeIpaskeHa In3apTpust, TOJI0C TUXUIA, CJIOBAPHBII
3amac 10—12 cioB, mHOTHA OTBeYaeT KecTaMu. KOorHUTUB-
Hble GYHKINK CHIKeHBI. Du3nyeckoe pa3BUTHE THUCrap-
MOHUYHOE, MUKPOCOMMUSI, PE3KO BbIpaxkeHa AUCTPOdUs.
MbILIEYHBI TOHYC 3HAYMTETBHO CHIKEH BO BCEX rpymmax,
MBIIIIBI KOHEYHOCTE ! aTpoupoBaHbl. YyBCTBUTEIBHOCTD
He HapyeHa. CaguTcst caMocTosATeTbHO. CTOUT ¢ TIOAAEePXK-
koii. He xonut (puc. 1). KyiaTb MOXeT caMOCTOSITEIbHO, HO
ObICTPO ycTaeT. MoKeT mucath OyKBBI, TIOOUT PUCOBATh, OJI-

HaKO HabJTI0IaeTCs MPOrpeccupyloliee yxXyalleHre michma
(puc. 2). OrMmeuaroTcst cxosiieecs Kocorjiasue, HUCTarm,
CKOJTMO3 TPYAHOTO 1 MOSICHUYHOTO OT/IEJIOB TO3BOHOYHMKA,
HapylleHre (PYyHKIMKM Ta30BBIX OPraHOB B BUIE dHYype3a.
BoIpaxkeHa runepcanvBaius.

KoxHble TOKPOBEI OJIeAHBIE, CyXKHe, HaOII0da0TCs
MHOXECTBEHHBIE DJIEMEHTBI «3B€314aToi» chinn. Ha nuie,
Iee — TejaeaHrnakTa3nu. Ha ra3HbIX s10J10Kax BbIpaXKeH
COCYIMCTBIA PUCYHOK, HaOII0JAeTCI UHBEKIIUS CKIIEp.
[Mepudeprueckue MTMMbaTUIECKUE Y3JTbI METKHE, EAMHNY -
Hblie, 10 0,8—1,0 cm B inameTpe. Co CTOPOHBI AbIXaTeIbHOM
CHUCTEMbI OTMEYAINCh KaTapaJbHble TIPOSIBIEHNSI B HOCO-
[JIOTKE, PEIKUi, MaJTOTPOAYKTUBHBIN Kalllelb, OIbIIIKA
cMellraHHoro Thna. Haf ierkuMu mepKyTopHO OTpeAesiics
JIETOYHBIN 3BYK, HECKOJLKO YKOPOUEHHBIN B HUXHHX
oTaesax, ayCKyJIbTaTUBHO JIbIXaHUE XXECTKOE, B HUKHMX
oTaeNIaX — OcabJIeHHOe, BHICYIIMBAIOTCS MPOBOIHbBIE U
eIMHUYHBIE BJIasKHbIE, MEJIKOIy3bIpUaThie XPUIIbI ClieBa B
HVDKHUX OT/eJIax.

JlaHHBIE JOTTOTHUTETLHOTO 00CIeA0BAHNS: ObLTN BbISIB-
JIEHBI TeMATOJIOTUYECKE UBMEHEHMSI B BUIE TUTTIOXPOMHOM
aHemuu I cTeneHu, TeKOLIMTO3a, HEUTpOGMIe3a, MOBbIIIe-
HUSI CKOPOCTHU OCEIaHUs SPUTPOLIMTOB. B ob1iem aHanuze
MOYM — JICHKOLIMTYPHUsI U MUKPOTIPOTEMHYPUSI. PeHTreHo-
JIOTUYECKH MTOATBEPKIECHBI IEBOCTOPOHHSIST HYKHEIOJIeBast
ITHEBMOHUST, XDPOHUYECKUIT OPOHXUT.

VasTpa3ByKoBoe MCClieIOBaHME MTOYEK BBISIBUIO 3XO-
MPU3HAKKU He(POMaTUH: HEOTHOPOIHOCTh YallleYHO-JI0-
XaHOYHOM CHUCTEMBI C HATMYMEM MEJIKUX TUITEPIXOTeHHBIX
BKJTIOYEHU I, HEKOTOPOE pacIliMpeHe Jallieykuy cyieBa. bro-
XMUMUYECKOE MCCIeNOBaHKe KPOBU MOATBEPANIIO HApYIIe-

PucyHok 1. ®@otorpagus neBoqyku
15 ner

PucyHok 2. PUCYHOK, BbINOJIHEHHbIN TO Xxe 60JIbHOI
¢ cuHapomom Jlyn-bap
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HUE a30TOBBIACIUTEbHON (DYHKIIMU MOYeK Ha OCHOBAHUU
BBICOKMX ITOKa3aTesieil KpeaTMHUHA.

I1o nanHbBIM 2X03HLIE(haTorpadun: yMepeHHas1 myabca-
1IM$1 JTaTePaIbHBIX 9X0-KOMILIEKCOB 0€3 YeTKUX JaTepaib-
HBIX 0COOEHHOCTEI; C 00€MX CTOPOH MPU3HAKU YMEPEHHBIX
TUTIEPTEH3MOHHBIX HApYIIeHUH, cieBa MPU3HAKU TMIPOLIe-
(anbHBIX HAPYIIEHUIT; 0OUATOBBIX U3BMEHEHU I HE BBISIBIEHO.

ITpoBeaeHHOE UMMYHOJIOTUYECKOE UCCIIENOBAHUE KPOBU
BBISIBUJIO OTHOCUTEIbHYIO TUMMOMNEHUIO Ha (hOHE JTeHKOII-
TO3a, HapyllIeHUEe UMMYHOPETYJIITOPHOTO MHIEKCa, HU3KYIO
darouuTapHylo aKTUBHOCTb Y 3HAUUTEJIbHOE CHUKEHUE
noxa3zateseit IgA (Ta6:. 1).

IMpoBoauMoOe JieueHre BKIIOYAIO MIUTEJIbHYIO aHTH-
OakTepHalbHYIO Tepanuio, Ha3HaYeHUEe MYKOJIUTHUKOB,
OPOHXOTUTUYECKUX MPENapaToB, MHTATSIIMOHHON Teparnuu.
brina mpoBeneHa caHallMOHHAsE OPOHXOCKOIIHS € JIaBaxkeM
OpPOHXOB 1 BBeJIcHUEM aHTHUCENTUKOB. KoMIuiekcHas Tepa-
MHSI COMYTCTBYIONINX 3a00JIeBaHU I BKJTIOUaJIa TpUMEeHEeHUe
MPOTUBOCYIOPOXKHBIX, METAOOJIUYECKUX MPENapaToB; BU-
TaMUHOB B, B,; COCyAMCTBIX U HOOTPOITHBIX MPENApPaToB;
Maccaxk KOHEUHOCTEN ¢ Ma3bio TpayMeb.

Ha ¢oHe npoBoauMoro jedyeHusi, TIOMUMO HUBEIUPO-
BaHUSI CUMIITOMATUKH MTHEBMOHUU, OTMEUEHO YJIydIlIleH1e
0O0I1IEro COCTOSIHUS TAllMeHTKU, & UMEHHO: YMEHbIIIeHUe
YacCTOThI U TSKECTU DMUIPUCTYIIOB, TTOBBIIIEHUE IBUTA-
TeJbHOM aKTUBHOCTH U 9MOLIMOHAJILHOTO TOHYCA JIEBOYKH,
yAy4dllleHUe TPAaKTUIECKUX HABBIKOB CAMOOOCTY>KMBaHMSI.

Takum oGpa3om, IpUBEIEHHBIN CIyyait AEMOHCTPUPYET
CJIOXKHOCTb paHHEN TMAarHocTUkKu cuHapoma Jlyu-bap y
JIETeH, TaK KaK BO3MOXHOE €ro COYETaHUe C MaToJIOTUEH
HEPBHOI CUCTEMBI 3aTPYIHSET MOCTAHOBKY ArMarHo3a. He-
CMOTpPS Ha CIeUU(DUIHOCTh KIMHUYECKON KapTUHBI 3TOM
¢opMBI IEPBUYHOr0 UMMYHOAEGUIIMTA, pa3Hble Bapu-
AHTBI Pa3BUTHUS U TeUeHMs 3a00JeBaHUsl C MOCTENEHHbIM
MPOSIBJIEHUEM MAaTOTHOMOHUYHOW CUMITOMATUKU MOTYT
cKpbIBaTh cuHApoM Jlyu-bap rmoa mackoii pa3IMyHbIX (hopM
MO3KEYKOBOW aTaKCUU.

[ cBOeBpeMeHHOU BepuGuUKaluu 1uarHosa He-
00XOAMM TLIATEJbHBIM aHATU3 KIMHUKO-aHAMHECTHU-
YEeCKMX JaHHBIX B COUYETAaHUU C AU depeHIInaTbHbIM
MOUCKOM MPUYUH PELIUIUBUPOBAHUS UHOEKIIMOHHBIX
3200JIeBaHUI y 1eTeil C HEBPOJOTUUECKOUM MaTOJIOTUEA.
KoMmmuiekcHBI moaxoa K oOcjief0BaHUIO MAllMEHTOB
C HEBPOJIOTUYECKOMN MATOJOTUEH NOJIXKEH BKIIOYATh
HE TOJbKO JUHAMUYECKOE HaOJI0JAeHUE Y3KUX CIe-
LIMAJIMCTOB, HO U MPOBEJAEHUE UMMYHOJOTUUYECKUX,
MHCTPYMEHTAJbHBIX MccaenoBaHui, a Takxke JHK-
NUAarHOCTUKU. B KaxX1o0M KOHKPETHOM cilyyae Tepanus
JIOJIKHA OBITh OPUEHTUPOBAHA HE TOJBKO Ha KOPPEKIUIO
HEBPOJOTUYECKUX CUMIITOMOB, HO M Ha PO UIaAKTUKY
MOBTOPHBIX MH(MEKIIMOHHBIX 3a00JI€BAHU, YTO 3HAYU -
TEJAbHO YJy4ylllaeT MPOrHO3 B OTHOUIEHUU MPOAOJIKM-
TEJIbLHOCTU U KaUYeCTBa XXU3HU MallMEHTOB C COYETAHHOU
MaTOJIOTUEMA.

Tabnunuya 1. Pe3ynbTaTtbl UMMYHOJIOrM4€CKOIro UCC/1e40BaHUS NauneHTKu ¢ cuHgpomom Jlyn-bap

Moka3aTtenu, eAUHULbI USMEPEHUS BospactHas Hopma Pesynbrar
0O6LLee KoNM4ecTBo nenkoumnTos, x 10%/n 4,7-7,3 14,8
NumdounTsl, % 30-35 19
ABCOSIIOTHOE YNCIIo NIMMPOUMTOB, x 10°/n 2-2,7 2,812
CD8 (T-numdouuTtsl):

% 47-76 53
x10%/n 1,4-2,0 1,490
CD4 (T-xennepsbl):
% 33-46 37
x10%/n 0,7-1,1 1,040
CD8 (T-cynpeccopbl):
% 17-30 36
x10%/n 0,6-0,9 1,012
CD16 (npuposHble knanepsl), % 12-23 34
CD19 (B-numdoumnThbl):
% 17-32 43
x10%/n 0,3-0,5 1,209
MIMMyHOPErynaTopHbIi nHaekc: Tx/Tc 1,1-1,4 1,0
HCT-TecT, % 4-14 32
darounTapHas akTMBHOCTb, % 40-70 32
darouuTapHoe ymcno 8-12 9
IgA, r/n 0,9-5,0 0,05
IgM, r/n 0,7-3,7 9,3
IgG, r/n 9,0-20,0 12,8
LimpkynmpytoLime UMMYHHbIE KOMIJIEKCbI, 5.6 64
en.ont.n.
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A CLINICAL CASE OF LOUIS-BAR SYNDROME
IN EPILEPTIC ADOLESCENT

Summary. The article presents a case of our own long-term clinical
observation of Louis-Bar syndrome (congenital ataxia-telangiectasia)
associated with epilepsy in 15-year-old girl. Peculiarities of the course
and manifestation of clinical signs of Louis-Bar syndrome, a combina-
tion with epilepsy and multi-organ involvement in this patient were
determined. This case demonstrates the complexity of early diagnosis
of primary immune deficiencies in children in combination with ner-
vous system pathology. An early verification of the diagnosis requires
a careful analysis of clinical data and anamnesis in conjunction with
a differential search for the causes of recurrent infectious diseases in
children with neurological disorders.

Key words: Louis-Bar syndrome, epilepsy, children.
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