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KAiHiYHU BUNOAOK CUHAPOMY AYi-Bap 3 KAiHIYHOIO
KAPTUHOIO MO30O4YKOBOIT ATAKCIT Ta EBV-IHAYKOBOHOro

AiMbonpoAidepaTUBHOro CUHAPOMY

Pe3wome. B danomy onuci kainiunoeo éunaoky nageedena icmopis xeopobu oumunu éikom 2 poku i 6 mics-
yie 3 kapmuuor cunopomy Jlyi-bap. Bioznauasucs nposeu npoepecyrouoi mo304ko8oi amakcii, opykcuszmy,
0K0pYX080i anpakcii ma 000posAKicHO20 AiMPONPoLihepamueHoeo cUHOPOMY, BUKAUKAHO20 8ipycom Enwumeii-
na — bapp. 2Kodnux o3nax meneaneiekmasiii He @i03HAUAAOCA, WO MOJce OYMU NOACHEHO GIKOM OUMUHU.
IIpu imynonoeiunomy docaioxncenui ioenmuhikoeani 03HaKu KomoiHo8arHo20 iMyHodeiyumy 3 rimgponericro,
BHUMCeHHAM Kinbkocmi T-xeanepie i yumomoxcuunux T-aimpoyumis y Kkposi, a maxkoic HU3bKOH CUPO8am-
K060 KoHuenmpayicto IgA. Bmicm arvgpa-gpemonpomeiny y cuposamui kpogi nepesuuyyeas 6epxH mexucy
Hopmu 8 15 pasie. lenemuunuii mecm euseue mpu mymauii 8 2eni ATM, 30kpema 06i 6idomi namoeenHi 3amiHu
HyKkaeomudie y eemepozucomuomy cmaui — c.8147T>C (p.Val2716Ala) i c.8584+2T>C (Splice donor) ma
00Hy Hegidomy paniuie mymauito — c.31784A>G (p.fle1060Val) — nesusnauenoeo diaeHocmu4Ho20 3HA4EHHS
6 eemepo3ueomuomy cmani. [Ipoeodunu niky8anHs 6a1eaHYUKA08IPOM A5 NPUSHIYEHHS PenpOOYKMUBHOT aK -
muernocmi EBV, npenapamom dianizamy aeiikoyumie Kkposi ma nponecom 0451 Komnercauyii imyHodegiuumy ma
KOMOIHOBAHOI0 Mepanicio yepedpoKyPUHOM [ UUMUKOATHOM 3 NPUBODY He8POA0IUH020 de@iyumy 3 HacmKo8UM
nosumueHum eghekmom. Jlanuii KAiHIYHUL NPUKAAO ACKPABO 0eMOHCMPYE NOMEHYIAN HEUPOIMYHON02IUHO20
nioxody 00 6edeHHs nayieHmie, 0CKinbKu 00cAi0Ncy8ana Oumura cmpaxcoanra ak 8id imyHoodepiyumy, max
i 6i0 HeeponoeiuHOI ducyHKYITI, W0 NO8’I3AHO 3 NACHOMPONHUMU eheKmamu MyMmo8anoeo eeHa, AKuil 6ye

NPUYUHOIO PO3BUMKY X8OPOOU.

Ki11040Bi c10Ba: nepsunnuii imynodepiyum; eepnecéipycna ingeruyis; imynomepanis; neiipopeabirimauis

Cunnpom Jlyi-bap — pigkicHe reHeTU4YHE 3aXBOpIO-
BaHHS, 110 TTOB’s13aHO 3 MyTallissMu B reHi ATM (Ataxia
Telangiectasia Mutated) i mposIBASIETbCS Y BUTJISIIT Xa-
paKTepHOIi Tpiaau CUHAPOMIB: aTaKcisi, TeJeaHTieKTasii,
iMmyHomediuut [1, 2, 4]. Mae aBTOCOMHO-pelLieCUBHE
cragkyBaHHs. YacToTa CMHAPOMY Y CBiTi CTaHOBUTH 1
Bumagok Ha 40—100 Tucsy miteit. Hanexuts mo rpynu
XBOPOO 3 HECTAOUIBHICTIO TEHOMY i MOPYIIEHHSIMU IPO-
neciB penapauii JJHK. Mo3oukoBa aTakcisa npu cuH-
npowmi Jlyi-bap manidecTye 3a3Buyaii 3 KiHIIS IIEPIIOrO
POKY XKMTTS i MOXe OYyTH MOYaTKOBUM KJIiHIYHUM MpPO-
siBoM xBopo6bu [10]. TesneaHriekTasii Ha LIKipi i CIU30BUX
o0osioHKax iHoAi OyBalOTh MOOAMHOKUMU, TOMY YacCTO
BUMNAAAIOTh 3 MOJIST 30py KJIIHILMUCTIB a00 pO3BUBAIOTHCS

mi3Hinre, y Bili 3—5 pokiB, KOJIM NaLli€EHT BXe TPUBAIUA
yac CIIOCTEpPiraeTbCs y HEBPOJIOTIB 3 MPUBOAY aTakcii
He3’sICOBAHOI'0 MOXOIKEHHSI ab0 AUTIYOro 1epedpalib-
Horo napaiiuy [16]. Kom6iHoBaHM# iMyHOAeILIUT TIpKU
cuHapoMmi Jlyi-bBap Takox Moxe MaTu BiATEpMiHOBaHY
KJiHiYHY MaHidecTalio, y 3B’S13Ky 3 YUM MO30YKOBa
aTakcisi HepilKko € MOHOCUHIPOMOM MPOTSTOM MEBHO-
ro yacy [10]. Tomy Brniepiiie AUTUHA HEPIAKO MOTpAILIsIE
i TUCTIAHCEPHUI HATJISIA caMe TUTSYOTO HeBpoJjora 3
CUMIITOMaMH IIPOTPECYI0Y0i MO30YKOBOI aTakcii, a He
IO KJIIHIYHOTO iMYHOJIOTa 3 KAPTUHOIO YaCTUX iH(eKIIii
Ta/ab0 iMyHO3aJIeXKHMX IIPOSIBiB. X04Ya HANTSKYI YCKJIad-
HeHHs y aiteit 3 cunapoMmoM Jlyi-bap yacom moB’s3aHi
caMe 3 iMyHoaediuuToMm, a He 3 ypaxeHHsaMm LIHC, i no-
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JISITAI0Th Y PO3BUTKY TSIXKKUX, 3arPO3JIMBUX LIS XKUTTS iH-
dexuiit, 3yMOBJIEHUX OMOPTYHICTUMHUMU Bipycamu |8,
13] i rpubkamu [9], Ta HU3KK aBTOIMYHHUX XBOpOO [5,
14, 15] i 3nosikicHux HOBoyTBOpeHb [8, 13, 17]. S. Alyasin
3i CITiBaBT. MOKa3aJiv, IO Cepeld KIiHIYHUX CUMIITOMIB
cunapomy Jlyi-bap y KoropTi qocirimKyBaHUX Nali€HTIB
nepeBaxanu atakcis (100 %), oKy/ToKyTaHHi TeJleaHTieK-
ta3zii (77,8 %) nusaptpis it okopyxoBa arnpakcis (72,2 %),
permauBHi iHDekii (70,6 %) Ta rocTpa JaiMdbobIacTHa
neiikemis (16,7 % Bumnankis) [6].

V 3B’13Ky 3 UM HEBPOJIOTY MAalOTh OyTU ITOOpe MOiH-
¢dopMoBaHi 11010 1€l (hopMU MEPBUHHOTO iMyHOIEhilI-
Ty, 1100 CBOEYACHO HAIMPaBJISITU MALi€HTIB 10 KIiHIYHMUX
iMYHOJIOTiB [JI MPOBEAECHHS iMYHOJIOTIYHUX AOCiIXEHb
i reHeTUYHOI Bepuddikallii xiarHosy [2].

IIpu imyHoJOriYHOMY OOCHIAKE€HHI 3a3BUYail Bil-
3HAYAETHCS AeDilUT KIITUHHOI JAHKU IMYHITeTy, a came
T-nimbouutis, T-xeanepiB i UIUTOTOKCUUHUX T-KIITHUH.
Cepen TyMOpaIbHUX MOPYIIEHb MepeBaxkae BUOipKOBUIA
nediuut IgA. 3a nanumu S. Alyasin 3i criBaBT., TIpu 10-
CJIiIKEeHHI iIMyHHOTO CTaTyCy B KOTOPTi Malli€HTIB 3 CUH-
npomowm Jlyi-Bap Bim3Hauvamach 3HMXKEHA CHUpPOBATKOBaA
koHIeHTparis monekyn IgG (33,3 %) ta IgA (40,0 %), a
TaKOX MaJjia KiTbKicTh B-nimdoruTis (46,67 %) i T-xmituH
(73,33 %) y xposi [6].

XapakTtepHuM w1 cuaapomy Jlyi-bap € migBuineHHs
CUPOBATKOBOI KOHIIEHTpallii anbda-deTonpoTeiny, 1o
MOXe OyTU MPUYMHOIO MOMUJIKOBOTO TMOILIYKY renaTole-
JIIOJISIPHOI KaplIMHOMMU |[2].

Hitu 3 cunapomoM Jlyi-bap marooriyuHo BUCOKOUYT-
JIMBi 10 10Hi3y1040i panialii yepe3 HecTaOiabHicTh JJHK,
TOMY JUJISI HUX MOXKYTb OYyTH IIKiIJTMBUMU PEHTTEHOJOTUHI
00CTeKeHHsI, a MPOBEAECHHSI IIPOMEHEBOI Tepallii Mpu 3J10-
SIKICHMX HOBOYTBOPEHHSIX HEPIKO € paTasibHUM [7].

Y naniii myoOsikaiii HaBeaIeHO OMUC iCTOPii XBOpoOU
IUTWUHU 3 BepudikoBaHUM miarHO30M cuHApomy Jlyi-bap
i3 BIacHOI KJIiHiYHOT MPaKTUKM, 1100 MPUBEPHYTU yBary
HEBPOJIOTIB /10 1i€i (hOpMU MIEPBUHHOTO iMyHOAEDILIUTY 3
HEBPOJIOTIYHUMU TIPOSIBAMU.

TMauienTka — aiBUMHKA BiKOM 2 poku 6 MicsiiB. baTk-
KU AUTUHU 3BEPHYJIMCS Ha IPUIOM JI0 HEelipoiMyHoJora 3i
cKapraMu Ha XUTKIiCTb i HU3bKY BUTPUBAIICTD IIPU XOIb01,
nepionuyIHi MagiHHI B AUTUHM. TaKoX Big3HavaIuCs Iepi-
OIWYHIi CIIa3MM XKyBaJbHUX M SI3iB.

3 aHaMHe3y 3’scyBaju, 110 IMTUHA HAPOAMUIACS JOHO-
1LIeHOI0 TTics (hiziogoriyHux moJjoris. Ilepebir BariTHOCTI
OyB HeycKJIanHeHUM. [1poTsiroM nepiivx MicsiiiB KUTTsI He
Bil3HAUYAJI0CsI TTATOJIOTIYHUX BiIXUJIEHb y CTaHi 310POB’s.
3roJoM BiJ3HAYMWIM, 1110 AUTUHA Mi3HO MoYajla XOAUTH —
qumie y Bili 1 pik i 4 Micsii. Xoga Oyja HEBIIEBHEHOIO,
MUTHHA IIBUJIKO BUCHAXYyBaacs. 3 4acoM He Bil3Havyaao-
¢4 TIOJIIMIIIEHHST HaBUKiB Xonp0u. Maja Miclie BUpaxkeHa
XUTKIiCTh TIPU TepecyBaHHi, TaK 3BaHa 1m’sHa xoaa. [1i3Hi-
1IIe TIPUETHAINCS TIePiOaANYHI HAITagy CTIa3MiB XYBaJIbHUX
M’SI3iB, 110 MPU3BOAUIN J0 CKperoTy 3yoiB. [licas mocsr-
HEHHS BiKY 2 POKiB ITOYaIN 3’ IBISITUCS peLIMANBHI BUPa3KK
Ha CIM30Bill 000JIOHIII pOTOBOI MOPOKHUHU HEBEJIMKOIO
pO3Mipy, OTOUEHi Y4epBOHOIO 00JIIMiBKOIO. Tomi 3K mOMITHIN
30iIbIIEHHS MiAIIEISITHNX i IMMAHUX TiM(paTUIHUX BY3IIiB.

IIpu ¢pizukanrbHOMY OISO IIKipHiI MOKPUBU OJ1i10-
POXEBOTO KOJILOPY, YMCTi. PeTenbHuil orisin sk mKipu,
TaK i JOCTYMHUX CIU30BUX OOOJOHOK HE BUSIBUB O3HAK
TejeaHriekTasiil. BinzHavyaeTbcst 30iablIeHHS TiAHEOiH-
HUX MUTHAJIUKIB 2-r0 cTyneHs. [lajbrmaTopHo miaiie-
JIETIHI, TIepeIHbO- i 3aJHbOIIMITHI JiMGMOBY3JIM TTOMIPHO
30i7bIIeHi, HeOOMoUi, pyXauBi. B jereHsix BuciyxoBy-
€TbCSI CUMETPUYHE BE3UKYJISIpHE TUXaHHS 3 000X OOKiB.
CeplueBi TOHU pUTMiuHi, 3BY4YHi, yncTi. [1pn nmanpnarii
XKUBIT M’sIKU#, 6€300J1iCHI y BCixX Bigminax. CUMIITOM
[MacTepHalbKOro HeraTUBHUIA 3 000X O0KiB. DizionoriuHi
BilTIpaBJIeHHS B HOPMi.

[Ipn HeBpOJOriYHOMY OTJISIAI CBiIOMICThH MiBUMHKM
sicHa. [cuxiuyHo po3BUHEHA 3TiTHO 3 BikoM. 3 OOKY Yeperi-
HO-MO3KOBHUX HEPBiB IOPYIIEeHHs (hiKcallii 30py Ha cTa-
TUYHOMY Ta PyXOMOMY IIpeaMeTi MPU BiICYTHOCTI 03HaK
napajivyy HepBiB, IO pyXaloTb OYHi s10JyKa, — O3HAKU
OKOpyxoBoi ampakcii. BinzHayaloTbcsl pinkicHi moonu-
HOKi He0OoJIIoUi cra3Mu XKyBaJIbHUX M’sI3iB 3 000X OOKiB.
PosznaniB yymimBocTi He 3apeecTpoBaHo. CyXOXMIKOBI Ta
repiocTtanbHi peduiekcu audy3Ho MoxBaBJeHi 3 000X 60-
KiB, BUKJINKAIOTHCS 3 PO3IIUPEHUX PeIEKCOTEHHUX 30H.
[MaTooriyHMX CTOMTHUX | KUCTHOBUX peIieKCiB He Bi3HA-
yaeTbes. KoopamHatopHi mpoOy BUKOHYE 3 TOMipHUM MU-
MOTIONAJaHHIM Ta IHTEHIIMHIM TpeMopoM. Big3HayaeTbcst
IUCMETPis i amiamoxoKiHe3. Mae miclie nrudy3Ha TilmoToHis
M’s13iB KiHIIiBOoK. Cmia M’s13iB B pyKax — 5 0aJtiB, B HOrax —
4,5 6ana. B mpocriii mo3i PomOepra BupaxkeHa XUTKICTb i3
TeHACHIIIEI0 10 MafaiHHs Ha3zan. B ycknagHeHiit mo3i PoM-
Oepra HecTiiika. Xoaa 3 BUpaXeHUM ITOXUTYBaHHSIM Y OOKU
3 TEHCHLII€I0 10 NaaiHHs Ha moBopoTax. DyHKIIist Ta30BUX
OpraHiB He TTOpYIIIeHa.

TakuMm yrHOM, Y AUTUHU BiI3HAYMIU ITPOSIBU CTATUYHOT
Ta AMHAMiYHOI MO30YKOBOI aTaKcii, OKOPYXOBOI1 ampakcii
Ta eKcTparnipaMiTHUil CUHAPOM Y BUTJIsIAI OpyKcusmy. JlaHi
icTOpil XBOpOOU BKa3yIOTh, 1110 aTaKcisg Oyyia MPpUPOIKEHOI0
Ha TJIi CIIPUSITIIMBOTO aHTe- Ta TIEPUHATAIbBHOTO aHAMHE-
3y. Sk Binomo, cunapom Jlyi-bap € BaxmBo0 MPUIMHOIO
TMIPUPOIKEHOT MO30YKOBOI aTakcii y [iTeit, i iloro aiarHo3
Ma€e 00O0B’SI3KOBO PO3IJISIAATUACS TPU TIPOBEACHHI TrhepeH-
iaJbHOI TiarHOCTUKU 3 O3HaKaMM IUCQYHKIII MO309Ka.
HasasHicTb 0KOpyXx0Boi ampakcii Ta M’130B01 AUCTOHII OyJ1a
JIOIATKOBUM apryMEHTOM Ha KOPUCTb JliarHO3y CUHIPOMY
Jlyi-Bap, ockinbKkM 11i KJIiHiYHi IIPOSIBU € XapaKTepHUMU
11 Takux giteli. MPT rooBHOro Mo3Ky B KOHBEHLITHIX
pexxumax 0e3 KOHTpacTy IeMOHCTpyBaJjla [I0YaTKOBI O3HAKU
aTtpogii Mmo3ouka (puc. 1A) Ta maToyorivHe Maiike cume-
TpUYHE PO3LIMPEHHS 3aAHiX pOriB OiYHMX IIUTYHOUKIB MiB-
KyJIb BeqiMKoro Mo3Ky (puc. 1b). Lli HeitpoBizyanizaliiitHi
NTaHi BiAMOBIAAIOTH pe3ybrataM gociimkeHHs: R.A. Dineen
3i criBaBT. [10].

3 MeTOol MiATBEepKEHHS KJIiHIYHOTro aiarHo3y Oy/u
MPU3HAYCHI CrelliaJibHi TeHEeTUYHI TECTH JIJIsI BU3HAYEHHS
crany reHa ATM, iMyHoJIOTiYHE OOCTEXXEHHSI JIJIsI TOIIYKY
O3HaK TUITOBOTO isi cuHapomy Jlyi-bap komGiHOBaHOTO
iMyHOIeiuuUTy Ta BUMipIOBaHHS CMPOBATKOBOI KOHIICH-
Tpalii anbda-deTonpoTeiny, IO € 3araTbHOBU3HAHUM
iHpOpMAaTUBHUM J1a0OpAaTOPHUM OioMapKepoM MpH it
XBOPOOi.
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PucyHok 1. MP-3HiMKV roJioBHOro MO3Ky B rOPU30HTaJ1bHili NPOEKLiT, L0 4eMOHCTPYIOTb MO4YaTKOBi O3HaKnN
arpogii Mo3oyka (A) Ta po3LMpeHHs 3a[Hix poriB 6iYHUX LLTYHOYKIB NiBKYJ1b BeJINKOro mo3ky (b)

ITeHeTUYHUMI TecT, MpOBeAEHUU B MiarHOCTUYHOMY
ueHtpi Centogene (Poctok, HimeuuunHa), BUSIBUB Tpu
myTallii B reHi ATM, 30kpeMa JIBi BiloMi mMaTOTeHHi 3aMi-
HU HYKJICOTHUIB Y TeTepO3UroTHOMY cTaHi — ¢.8147T>C
(p.Val2716Ala) i ¢.8584+2T>C (Splice donor) Ta omHy He-
Bimomy paninre mytanio — ¢.3178A>G (p.fle1060Val) —
HEBU3HAUEHOTO /iarHOCTUYHOTO 3HAYEHHSI B TeTEpO3u-
rotHomy ctaHi. Li naHi BepudikyBanu KiiHIYHMI AiarHO3
cungpoMmy Jlyi-bap sk reHeTnaHOI XBOpOOM B 00CTEXKYyBa-
HOI MaIlieHTKHU.

ImyHoOJIOTiUHE AOCHIIXKEHHS BKJIIOYaJlO BUBUEHHS
MOKa3HUKIB 3arajJbHOI0 aHalli3y KpOBi, CyOmomys-
LilfHOro CcKjaamy JiM(pOLUTIB i3 3aCTOCYBaHHSIM Jia3ep-
HOI MPOTOYHOI LUTOMIyOopruMeTpil (LUTODGIyOpUMETP
Epics X1, CIIIA) i MeTony HenpsiMoi iMyHOMIyopeciieH-
1ii 3 MOHOKJIOHaJIbHUMU aHTUTiIaMu 1o CD-MapkepiB
3 nBoMa abo tppoma Mitkamu (CD3+, CD3+CD4+,
CD3+CD8+, CD3-CDI19+, CD3-CDI16+CD56+,
CD3+CDI16+CD56+) (peaktuBu Beckman Coulter,
CIIIA). ®arouuTo3 oLiHIOBAIM 32 JaHUMU JATEKC-TECTY
3 BU3HAYEHHSM TTOKa3HUKa (paromuTosy, parouTapHoro
iHIIeKCY, KiJTbKOCTi aKTUBHUX (harouTis i paromrapHoi
eMHOCTi KpoBi. CUpOBaTKOBI KOHILIEHTpallil iMyHOTJI00Y-
JIiHiB ocHOBHUX KJaciB (M, G, A) BU3Havau 3a pe3yJib-
TaTaMM TIPOCTOI pamianbHOI iMyHOmMdy3ii 3a MaHuiHi.
Konnenrpauito knaci IgE, IgD ta cyoxmacis IgG (IgGl,
1gG2, IgG3, 1gG4) y cupoBaTii KpoBi BUMipIOBaIu 3a 10-
noMOTolo iMmyHogepMeHTHOro aHami3y («Bekrop-bect»,
P®). AKTUBHICTh Mi€JONEepOKCUIa3u HEUTpodiniB oLi-
HIOBaJIM iMyHO(EPMEHTHUM METOIOM B JlabopaTopii Heil-
poimyHoJorii IHcTuTyTy Helipoxipyprii imeHi A.I1. Pomo-
naHoBa. Tam ke npoBoauian HCT-rect. KoHuieHTpallio
MaHO303B’513yl04O0TO0 JIEKTUHY B CUPOBATIIi KPOBi BU3HA-
yanu metonoM ELISA B HimeuuuHi 3a gornoMoroto j1abo-
paTopii nokTopa Proarepa.

B pesyabrati mpoBeeHOro iMyHOJIOTYHOTO AOCITIIKEH-
HS ineHTU(diKyBaIu 03HaK1M KOMOiHOBaHOTO iMyHOaeDiln-
Ty, TUIIOBOTO 1Jist cuHapoMmy Jlyi-Bap, a came nim@orreHiro,
nedirmt CD3+ T-nimdorumtib (49 % mipu Hopmi 54—80 %),
CD3+CD4+ T-xennepiB (24 % nipu HopMmi 31—49 %),
CD3+CD8+ uurorokcuunux T-xmitun (13 % npu Hopmi
16—38 %) ta BubipkoBwuii nediumr IgA (cMpoBaTKOBa KOH-
uentpauis 0,31 r/a npu HopMi 0,6—2,5 r/11) 3a HOpMaJb-
HUX CUPOBATKOBHUX KOHIIEHTpALIill iIMyHOTI00YIiHiB iHIITNX
KJ1aciB. YIbTpa3BYKOBE JOCIIIKEHHSI iMyHHUX OpraHiB Ta
OpraHiB YepeBHOI MOPOXKHUHU MPOAEMOHCTPYBAIO O3HAKU
aKLMIEeHTaJIbHOI TpaHcdopMallii Tumyca, gimdaneHonaTii
IIUAHUX i TiAIeIemHuX JiMbaTUIHUX BY3/1iB, TOMipHOTO
rernaToJliEHAJIbHOTO CUHIAPOMY.

3 MeTOoI0 MOIYKY TpUYMHU JiMdoTripoicdhepaTuBHUX
3MiH (rineptpodii nigHeGiHHUX MUTIATUKIB, JiMdbane-
HOIIaTii, aKuUASeHTAJILHOI TpaHc(opMaIlii TuMyca, rema-
ToctieHoMeraii) mposeneHo [TJIP nelikouuTiB KpoBi 3
Bunocnenubivnumu npaiimepamu HSV1/2, VZV, EBV,
CMYV, HHV-6. HHV-7, HHV-8, aneHoBipyciB, eHTe-
posipyciB, TTV, napsosipycy B19, Bipycis renatuty B,
C, D i G, T. gondii, Borrelia burg., Chlamydia pneum.,
Mpycoplasma pneum. B 1abopatopii HeiipoGioximii IHcTH-
TyTy Helipoxipyprii imeHi A.Il. PomonaHoBa. 3a pe3yib-
TaTaMU LUX OoCimXeHb ineHTudikysaau JHK EBV y
BeJIMKil KiibKocTi — Oinbine 100 TMcSY BipyCHUX 4ac-
TUHOK y TIpo0i.

BinzHavanacs 3Ha4yHO TMiABUILEHA CUPOBATKOBAa KOH-
LIeHTpallis JabdopaTopHoro 6ioMmapkepa cuHapomy Jlyi-
bap — 6inka anbda-deTornpoTeiny, 1110 3MillHIOBAJIO Mepe-
KOHAHICTb y TIPaBUJILHOCTI KJIiHiYHOTO AiarHo3y. [i piBeHb
Ha MOMEHT o0cTexkeHHs ctaHoBuB 30,6 MO/M1 ipu HOpMi
MeHte 2,64 MO/mit.

Takum yrHOM, KJIiHIiYHMI miarHO3 cuHapomy Jlyi-bap
y IbOMY BUNAAKy HE BUKJIMKAB CYMHIiBiB. Bim3Hauammcs
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TUIIOBi O3HAKU XBOPOOU, 30KpeMa IpUpOIKeHa MPorpecy-
[04a MO30YKOBa aTaKCisl Ta KOMOiHOBaHUM iMyHOAEDIUT 3
XapaKTEepPHUM MaTepHOM iMyHOJIOTIUHUX TTOpYyIIeHb. Majio
Miclie MiIBUIEHHSI KOHLIEHTpallil ajibda-heTonpoTeiny y
cupoBariii KpoBi. Byiu ineHTHdhiKOBaHI Bianosiai MyTariii
B reHi ATM, 110 JiexxaThb B OCHOBI LIbOTO CUHApoOMY. Bim-
CYTHICTbh XapaKTEepHUX TeJIeaHTieKTa3iii MOXHA TOSICHUTH
BIKOM TMAaIliEHTKM Ha MOMEHT oOCTexXeHHs. AK Bimomo,
npu cuHapowmi Jlyi-bap meit kiniHidHuili peHOMEH MOXKe
3’SIBIISITUCS IEIIO ITi3Hille, y Billi 3—5 poKiB.

Kuiniuynmit miarno3: cunapom Jlyi-bap (¢.8147T>C
(p.Val2716Ala), ¢.8584+2T>C (Splice donor), ¢.3178A>G
(p.fle1060Val)) — HeBpPOJOTIYHUI CUHAPOM y BUTISAII
MO30UYKOBOI aTaKcii, OKOPYXOBOI allpakcii, OpyKcusMy Ta
KoMOiHOBaHUI iMmyHOoaeiuuT (aepiuut T-miMbonuTis,
T-xennepiB, uUTOTOKCUYHUX T-KJTiTUH Ta IgA).

BinnoBinHO MO OTpMMaHUX KJiHIKO-71a00paTOPHUX
IaHux OyJ0 MpU3HAYEHO KOMILIEKCHE JIiKyBaHHs. st
MPUTHIYEHHST peNPOAYKTUBHOI aKTUBHOCTI TepIecBipyc-
HoI iHdeKii MpU3HaYMIM MPOTUBIPYCHUI XiMiompernapaT
BJITAHLIMKJIOBIp TiepopaibHO B 103i 450 Mr nBivi Ha 100y
npoTsaroM | micslis, 3a paXyHOK YOro BAAJIOCS OTpUMAaTH
HeratuBHU# pesynbrar [1JIP kpoBi i 3MEHIIUTU TIPOSIBU
ahTO3HOTO CTOMATHUTY, JliM(DaaeHONAaTii Ta TernaroaieHalb-
HOT'O CMHIPOMY B KiHIIi Kypcy Teparrii. s KomieHcalrii
KOMOiHOBaHOTO iMyHOIe(IiLUTY OYB IIpU3HAYCHU ITpeTia-
par gianizaTy cycrnieHsii JefiKOUUTiB KpOBi B 1031 4 MJ1 B/M
1 pa3 Ha TxkaeHb Ne 5. PaHillle OBiZOMIISUIM TIPO YCITiXU
MPU 3aCTOCYBAHHI 1[bOTO iIMyHOTEPANeBTUYHOTO areHTa Mpu
MEPBUHHUX KIITUHHUX i KOMOIHOBaHMX iMyHOAedilIMTax
moauHu [ 3], BKItoyatouu cuHapomu Bickorra — Ongpuya
[12] Ta Yenmiaka — Xiramii [11]. s nigBuineHHs edek-
Ty AianizaTy JeMKOUUTIB KPOBi AOMATKOBO MPU3HAYUIN
npornec (eKCTpakT ajibda- i 6erta-aedeH3nHIB) y 103i 2 M
B/M uepe3 JeHb Ha Hid Ne 15. 3a paxyHoK 1€l iMyHOTepa-
il BIAjgocs TOCSITTH MO3UTUBHUX 3MiH 3 OOKY TTOPYIIEHUX
iMYHOJIOTIUHUX TIOKa3HMKIB — Bi3HAUaJIOCsS 3pOCTaHHSI
KimbKocTi T-xenmepiB Ta HUTOTOKCUYHUX T-71iMGpOIIUTIB y
KpPOBI, 1110 BKa3yBaji0 Ha YaCTKOBY KOMITIEHCAIlil0 HasIBHO-
ro iMmyHogediumTy. 3 MEeTOIO JIiKyBaHHSI MO309YKOBOI aTaK-
Cii MpU3HAYMIN HEUPOTPOITHI IIpernapaTu LepeOpOKYpUH Y
103i 2 MJT B/M 3paHKy 4epe3 eHb Ne 15 Ta IMTUKOJIIH y 1031
1000 mr (4 mut) B/M 4epe3 aeHb 3paHKy Ne 15, yepryroumn
3 LIEPeOPOKYPUHOM, i OTpUMAIN HeBEIUKUIA TTO3UTUBHUMA
e(eKT B KiHIli Kypcy Tepallii, 1110 ITOJISIraB y JesIKOMY I10-
KpallleHHi CTiliKocTi B 11o3i PoMmbepra Ta yrpuMaHHi piBHO-
Baru npu Xoan0oi.

JaHuii KIIiHIYHUT nTpUKIaa ICKpaBO I€MOHCTPYE IO~
TeHIliaJl HEMPOIMYHOJOTIYHOTO MiAXOAY A0 BEAEHHS Na-
IIEHTIB, OCKIJIBKM MOCTIIXyBaHa TUTUHA CTpaXxaana sK
Big iMyHOIedilIMTYy, TaK i Bil HEBPOJIOTIYHOT AUCHYHKILIT,
1110 TIOB’SI3aHO 3 TIJIEHOTPONTHUMHU eeKTaMu MyTOBaHO-
ro reHa, ssikuit O0yB MIpUYMHOIO PO3BUTKY XBopobu. OTxke,
nalieHTKa Maja OyTH T HarJIsIoM IOHAWMEHIIIe TBOX
PiI3HUX MEIUYHUX CIeialiCTiB — KJIiHIYHOTO iMyHOJIO-
ra Ta HeBpoJioTa. AHAJIOTIUHO 3 IIMM MPOJEeMOHCTPOBaHA
KOPUCTb Bifl TOABIMHOIO IIiAXOMY OO Tepallili B TaKUX BU-
nagkax — iMyHOTeparii Ta JIiKyBaHHS OIOPTYHiICTUIHOI
iH(eKIIii 32 iMyHOJIOTIYHUM HaIIPSIMKOM Ta HOOTPOITHO1

HEeBPOJIOTiUHOI Tepallii i HelipopeabiniTalii BiamoBigHo
no cumnToMmiB ypaxkeHHs LIHC. PeaktuBoBaHi hopmu
EBV-indexkuii nyxe xapaktepHi 15 cuHapomy Jlyi-bap
[18, 19]. Xoua B jaHOMY KJIiHIYHOMY BUMAIKY HAETHCS
po 100pOosIKiCHY Bipyc-iHAyKOBaHy JimMdomnporidepa-
11if0, B HAYKOBIi1 JIiTepaTypi iCHy€e YMMaso MOBiTOMIEHb
PO 3JI0sKiCHI MyxJnHU, BUKiukaHi EBV, npu uiit pop-
Mi MepBUHHOTO iMyHozaediuuty, Bkiawovyarouyn MALT-
snimdomy [8] Ta xBopody XomxkiHa [13]. CBoeuacHe BU-
SIBJICHHS 1 aZleKBaTHE JiKyBaHHSI peaKTMBOBAHOI OTOP-
TYHICTUYIHOI BipyCHOI iH(eKIIil MOXe OyTH 3aII0pyKOIo
MpodiTaKTUKN HU3KHU 3JI0SIKiCHUX HOBOYTBOPEHbD Y IiTei
3 cungpomoM Jlyi-bap. [Toka3zaHo TakKoX MO3UTUBHUML
BILIMB IIpernapary diajizaTy JeMKOLMTIB KpOBi Ha cTaH
KJIITUHHOTO iIMYHITETYy y LIUX AiTei, 1110 MOXKe OYTH BUKO-
pUCTaHO MpPU MPOBEASHHI MOAAIbIINX KJIiHIYHUX BUIIPO-
OyBaHb iMyHOTEpaIleBTUYHUX MiAXOIiB Y iIMyHOCKOMIIPO-
METOBAaHMX MAlliEHTIB.

KonuikT inTepeciB. ABTOp 3asiBJiSI€ ITPO BiACYTHICTh
KOHQJIIKTY iHTepeciB Ta BllacHOiI (piHaHCOBOI 3allikaBJie-
HOCTI IIPY ITiATOTOBIII TaHOI CTATTi.
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VIHCTUTYT DKCNEPMMEHTAABHON M KAMHHYECKOM MeAnLUmHbI HMY nmeHn A.A. bBoroMonbLa, I. Kues, YkpamHa

KAMHUYeCKU cAysam cuHapoma Ayn-bap ¢ KAMHU4ECKOM KOPTUHOM MO3XKEYKOBOM OTAKCUN
1 EBV-NHAYLUUPOBAHHOTO AUMPONPOAUDEPATUBHOTO CUHAPOMA

Pe3ome. B nanHOM onucaHuM KIMHUYECKOTO CIydas Mpej-
cTaBjieHa uUcTOpuUs 0O0Jie3HM pebeHKa B Bo3pacTe 2 JieT U 6
MecsileB ¢ KapTuHoi cuHapoma Jlyu-bap. OTmevanuch npo-
SIBIEHUSI TIPOTpecCcUpylolliell MO3XKeUKOBOI aTakcuu, OpyK-
cu3Ma, IJIa30[[BUTATEIbHON alpakCcuu 1 J0OpOKauyeCTBEHHOTO
nuMdbonponudepaTuBHOT0O CUHAPOMA, BBI3BAHHOTO BUPYCOM
OnuteitHa — bapp. [Ipu3HaKoB TejleaHrMaKTa3uil He OTMeYa-
JIOCh, YTO MOXET OBITb 00BsICHEHO Bo3pacToM pebdenka. [1pu
VMMYHOJIOTUYECKOM MCCIIeIOBAHUM UAEHTU(DUITUPOBAHBI TIPU -
3HAKM KOMOMHUPOBAHHOTO UMMYHOAE(GUIMUTA C TUMMPOIEHU-
eii, CHUXXeHHUeM KosinuecTBa T-XeJnepoB U LIUTOTOKCUUYECKHUX
T-n1umMbOUUTOB B KPOBHU, a TaAKKe HU3KOI CBIBOPOTOUHON KOH-
neHtpauueit monekyn IgA. Conepxanue anbda-dheronporenHa
B CBIBOPOTKE KPOBU MPEBBIIIATIO0 BEPXHIOK IPAHUILY HOPMBI B 15
pa3. [eHeTHUYECKUI TECT BBIABUI TpU MyTaluu B reHe ATM, B
YaCTHOCTH JIBE MU3BECTHBIC MATOTEHHBIC 3aMEHBI HYKJICOTUIOB
B reTepo3uroTHoM coctosiHuu — c.8147T>C (p.Val2716Ala)

D.V. Maltsev

u ¢.8584 + 2T> C (Splice donor) 1 0OIHY HEM3BECTHYIO paHee
myTanuo — c¢.3178A>G (p.fle1060Val) — HeompeaeaeHHOTO
JNIMArHOCTUYECKOTO 3HAYEHUsl B T€TEPO3UTOTHOM COCTOSIHUU.
TpoBoauau JieueHWe BaJTraHUMKIOBUPOM [JIsI TOAABICHUS
penpoaykTuBHOM akTuBHOocTH EBV, mpenapatom nuanusata
JIEMKOLIMTOB KPOBU U MPOIECOM JJIsI KOMIEHCAIMU UMMYHO-
nedulMTa 1 KOMOMHUPOBAHHON Teparueil 1epedopoKypuHOM
Y LUTUKOJUHOM IO MOBOAY HEBPOJOTMYECKOro aeduiura ¢
YaCTUYHBIM MOJOXUTEAbHBIM 3 dekToM. JlaHHBIN KIUHUYE-
CKUIl TTpUMep SIPKO IEMOHCTPUPYET MOTEHIMAT HEHPOUMMY-
HOJIOTMYECKOTO TMOAX0/a K BEIeHUIO MALlMEHTOB, MOCKOJbKY
HcclieyeMblii peOeHOK cTpafan Kak UMMYHOIeMUIIMTOM, TaK
U HEBPOJIOTUYECKOM AUC(YHKIIME, YTO CBSI3aHO C MIEHOTPOT -
HbIMU 3¢ deKTaMu MYTHPOBABILIETO IreHa, KOTOPbIA ObUT MpU-
YUHO pa3BUTUS OOTE3HU.

KioueBble C10Ba: nepBuyHbI IMMYHOAE(DULIUT; FeprecBUpyC-
Hast uH(EKLIMsI; UMMYHOTeparnust; HelipopeadounTarus

Institute of Experimental and Clinical Medicine of Bogomolets National Medical University, Kyiv, Ukraine

A clinical case of Louis-Bar syndrome with a clinical picture of cerebellar ataxia
and EBV-associated lymphoproliferative syndrome

Abstract. This description of the clinical case presents the med-
ical history of the child aged 2 years and 6 months with a picture
of Louis-Bar syndrome. Manifestations of progressive cerebellar
ataxia, bruxism, oculomotor apraxia, and benign lymphoprolifer-
ative syndrome caused by Epstein-Barr virus have been reported.
No signs of telangiectasia were noted, which may be explained
by the age of the child. The immunological study identified signs
of combined immunodeficiency with lymphopenia, a decrease
in the number of T-helpers and cytotoxic T-lymphocytes in the
blood, as well as low serum IgA concentration. The content of
alpha-fetoprotein in the serum exceeded the normal upper limit
by 15 times. Genetic test revealed three mutations in the ATM
gene, in particular two known pathogenic nucleotide substitu-
tions in the heterozygous state — ¢.8147T>C (p.Val2716Ala)

and ¢.8584+2T>C (Splice donor), and one previously unknown
mutation — ¢.3178A>G (p.fle1060Val) of uncertain diagnostic
value in the heterozygous state. Valganciclovir was prescribed
to inhibit reproductive activity of Epstein-Barr virus, leukocyte
dialysate and propes — to compensate the immunodeficiency,
and combination therapy with cerebrocurin and citicoline — for
neurological deficits with a partial positive effect. This clinical
example demonstrates the potential of a neuroimmunological
approach to patient management, as the examined child suffered
from both immunodeficiency and neurological dysfunction due
to the pleiotropic effects of the mutated gene that caused the
disease.

Keywords: primary immunodeficiency; herpesvirus infection; im-
munotherapy; neurorehabilitation
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