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KNUHUWYECKUWN CNYYAN PAHHEIO
AEBIOTA CUHOPOMA J1IYU-BAP

Y PEBEHKA

B cratbe npeacrasneH KIMHUYECKNI npuMmep nauneHTa ¢ CUHAPOMOM J'IyM-Bap, KOTOprVI elle pas noareepXxaaeT, YTOo Npu Npu3Hakax y pe6eH-
Ka VIMMyHO,D.erI/ILlVITa Heobxoamma HaCTOpO)KéHHOCTb neguaTpoB Ha Hann4yue y Hero HacneacTBeHHbIX 3aboneBaHui. Kpa|7|He BaXHO paHHee Ha-
3Ha4YeHne MMMYHOJ10rM4eckoro obcnenoBaHus pe6eHKy Aana CBoeBpeMeHHOVI OVNAarHoOCTUKM J@aHHOro NepBUYHOro VIMMyHO,D.erVILWITa n CKOpeVILIJerO

Ha3Ha4YeHUs1 3aMeCTUTENbHOM Tepanuu.

KnioueBble cnogBa: VIMMyHO,D.erVILWIT, I/IMMyHOFI'IOGyﬂI/IHI:I, MO3XXe4vkoBas aTakCusd, TeneaHrmoskTasnmn, 3aMmectuTernbHada Tepanma.

The article represents a clinical case of Louis-Bar syndrome, which once again confirms that pediatricians should be alert to genetic disorders
when revealing signs of immunodeficiency. Immunoassay examination is of extreme importance in early diagnosis of primary immunodeficiency

and prompt appointment of substitution therapy.
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BeeaeHue. CuHgpom Ilyn-Bap
(OMIM#208900) — aTto ayToCOMHO-pe-
LueccuBHoe  3aboneBaHue,  KoTopoe
XapakTepuayeTcsi aTakcuew, OKyroKy-

TAHHOW TeneaHrnakTasnen, MMMmyHoge-
drLMTOM, nNpPenpacrnonioXeHHOCTbI0 K
OHKonoruyecknum 3abonesaHusamM, 6Gec-
nnoaveM, npexaeBpeMeHHbIM cTape-
Huem. Cungpom Jlyn-bap oTHocuTcs K
CYHOPOMAaM XPOMOCOMHOW HecTabunb-
HOCTW, KOTOpasi MNposIBNSieTCS B Buae
cbanaHCUpoBaHHbIX XPOMOCOMHbIX Me-
pecTpoek B KreTkax MMMYHHOW cucTe-
Mbl. OTNMYUTENBHON YepToW [AaHHOro
CYHOPOMA SIBNSETCA MO3IKEYKOBaAsH Hew-
pooereHepaums, NpMBoAsLLas K paHHemn
cmepTun 6onbHbIX [1,4]. B nccneposanu-
s1X, MPOBEEHHbIX paHee, BbISIBMEHO, YTO
yacTtoTa aHeynnovaMn C BOBMEYEHVEM
pasnuyHbIX XPOMOCOM B KIleTKax MO3-
»Keyka OonbHbIX noBblweHa B 3-5 pas,
0o 30-50% kneTok Mo3xeyka SABMAHTCS
aHeynnovaHbiMu [4].

OCHOBHbIM KIMMHUYECKUM MPOSIBIEHN-
eM JaHHoro 3aboneBaHus gBNSeTCA Npo-
rpeccupytollas LepebpanbHas atakcus,
C paHHMM Oe6lTOM, a TaKkke Hepeaku
cnyyYau npuctynoB anunencun. B Bos-
pacte oT 3 0o 6 neT ycTaHaBnMBalTCH
TEeNeaHrnakTasum Ha KOHbIOHKTMBE, YLU-
HbIX pakoBMHaxX M Ha Lekax. Y 6onbHbIX
B 80 % cnyyaeB oOHapyXMBaeTCsA CKMOH-
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HOCTb K MHEKLMSAM Ha (hOHE MMMYHOAe-
duumTa [2,3,5].

VMmyHonormyeckas aHomanusi npo-
SIBNAETCA CEeneKkTMBHbIM Aeduuntom Ig
A. XapakTepHbl NpuU3HaKW HapyLLEHHOro
KNETOYHOro MMMYyHUTETa B BUAE CHUXE-
HUS  uupKynupylowmx  T-nMMdounToB
[3,5].

KnuHunyeckasn XapaKTepucTuka
cuHapoma Jlym-Bap. B cratbe npen-
CTaBfieHa KMMHWYECKasi XxapakTepucTuka
cvHapoma Jlyn-bap y nesoyku 6 net. [le-
BOYKa pycCKOM HauumoHanbHocTu. Pebe-
HOK OT 6-11 6epeMeHHOCTH, 3-MX POoaOoB.
BepeMeHHOCTb NpoTekana ¢ TOKCMKO30M
n recto3om. Poabl Ha 40-11 Hegene. Mac-
ca Tena npu poxgeHun 3800 r, poct 50
cM. Haxogmnacbk Ha rpyaHOM BCKapMmu-
BaHUKM o 6 mMec. [NcMxoMOTOpHOE pa3Bu-
THE: C 2 MeC. LEPXUT roNoBy, NepeBopa-
ymBaetcs ¢ 5 mec., xoguT ¢ 1 roga 4 mec.,
rosopuT ¢ 1 roga 2 mec.

HacnencTBeHHbI aHaMHE3 He OTSro-
LLEeH. Y poauTenei XpoHnYeckmx 3abone-
BaHU HE OTMEYEHO.

B 6 mec. cocTosiHMe pacueHeHO Kak
yooBsnetBoputensHoe.  CamouyBcTBME
He HapyweHo. KoxHble MOKpOBbI Yu-
cTble, bnegHble. He Temnepatyput. 3eB
cnokoeH. MNepudepuyeckne numdoysnsbl
He nanbnupytoTcs. HocoBoe [AbixaHue
cBobogHoe, BbloeneHun Het. B nerkux
OblxaHne ocnabneHo B HMXHUX oTaenax:
nyapunbHoe, XpuUnoB HeT. YacTtoTta abixa-
TenbHbIX ABwxeHun (UO0) oo 35 B 1 MUH.
ToHbI cepaua sicHble, pUTMUYHBIE, LIYMbI
He npocnylwmBarTca. Yactota cepaey-
HbIX cokpaleHun 120 ygapos/MuH. XKu-
BOT MSArkun, 6e36onesHeHHbIn. MNeyeHb,
cerneseHka He ysenuyeHbl. CTyn, anypes
He HapyLueHbl. B o6uem aHanmnse kpoBu:
remornobuH (HGB) — 120 r/n (PN: 120-
160 r/n); aputpouuntsbl (RBC) - 4,4x10"%/n

(PW: 4,1-5,2x10"%/n); TpombounTtbl (PLT)
- 250 10%n (PWN: 150 — 450x10%n); nen-
kouutbl (WBC) - 2,2x10%n (PW: 5,5 —
12,5x10%n); numcountsl (LYMF) — 55%
(PN 50-65%); moHoumtbl — 3% (PW:
4-10%); nanoykosgepHble HenTpodu-
nbl - 5% (PN: 1-5%); cermeHTOA8epHbIE
HenTpodunbl - 35% (PU: 20-35 %); 303u-
Hodunbl - 2% (PW: 0-5%); onpenenexune
COQ3 no ManyeHkoBy -10 mm/y (PU: 1-15
MM/4). o gaHHbIM obLLero aHanmaa Kpo-
B/ OTMEeYaeTCs NEeVKOMNeHuns.

PebGeHok B TeyeHue nepBoro roga
Xn3Hu nepedonen OPBW 6 pas, TOH3un-
nutom 3 pasa, AaHHoe HabnaeHne ceu-
OETENbCTBYET O KIMHUYECKMX NpU3HaKax
UMMyHoaedvuuTa.

B Bo3pacTe ogHoro roga pebeHok Ha-
npaeneH B crneunann3npoBaHHoe rema-
Tonorunyeckoe otaeneHue. PeGeHky npo-
BegeHo obcnenosaHue. O6WMIA aHanus
kpoBu: remornobuH (HGB) - 122 r/n; apu-
TpoumTbl (RBC) - 4,35x10'?/n; TpOMGOLIM-
Tbl (PLT) — 200x10%n; nevikountsl (WBC)
- 3,5x10%n (PW: 4,5 — 13x10%n); nuwm-
dountbl (LYMF) - 65% (PU: 45-65%);
MoHoumTbl —10% (PW:4-10%); nanoyko-
anepHble HenTpodunel - 5% (PU 1-5%);
cerMeHTosiAepHble HenTpodunbl - 15%
(PW: 20-35%); a03uHodpunbl - 5,0% (PUI:
1-4%); onpeneneHme COJI no MaH4yeHko-
By - 6,0 Mm/4. OTmMeuvaeTcs nenkoneHus,
HenTponeHus. bBuoxumudeckun aHanua
KPOBM B HOpME.

B obpasue kocTHoro mosra 1% KneTok
ctpombl (PU: 0-2%). KonunyectBo 6Gna-
ctoB - 1% (PW: 0-2%). NHpekc cospe-
BaHus HewTpodunos - 0,7 (PX: 0,6-0,8).
MHoekc cospeBaHusi  apuTpobnactos
- 0,8 (PX: 0,8-0,9). CooTHOLLEHME Kne-
Tok 6enoro n kpacHoro poctka 3:1 (PW:
3-4:1). 3akntoyeHue: Mo pesynsratam
naTorornn He BbISBMNEHO.



B pesynsrate obcnenoBaHust nocTaB-
NEeH KNMHUYEeCKM auarHosd: Hentpone-
HWSI HesicHoro reHesa. PekomeHpgoBaHO
HabniofeHve y neguartpa no MecTy Xu-
TenbCcTBa.

B Bospacte 1,5 roga y pebeHka no-
aBunncb cnabocTb, YyTOMASIEMOCTb, OT-
MeyeHa LwaTtkas noxogka. CocTosiHue
ObINIO pacLEeHEeHO Kak cpeaHen CTeneHu
TskecT. PebeHok npaBubHOro Tenoc-
TNOXEHWs!, NMOHWKEHHOro nuTtaHua. MNoa-
KOXXHO-KMPOBOW CMON BbIpaxeH crabo.
KoxHble nokpoBbl GregHble. B obeunx
rnasax B o6nacTu KOHBIOKTMBbLI TeneaH-
rMakTasum. Ha koxe nuua u ywHelx pa-
KOBUHaxX OTMEYaloTCs MUIMEHTHble NAT-
Ha, BECHYLLKN Ha NuUue, CYXOCTb KOXW.
Bugumble cnusuctele 6negHbie. Jlum-
doyanbl LWerHble, NOAbA3bIYHbIE Mer-
Kne, He cnasiHHble, ©6e360ne3HeHHbIe.
Mynec 95-100/mMuH. YacTtota abixaTenb-
HbiX aswmxeHun 30 B 1 MuH. Hag nerku-
MU NEPKYTOPHO SICHbIA NETOYHbIA 3BYK,
OblXxaHne Be3ukynsipHoe. ToHbl ceppua
NpurnyLUeHbl, puTMMUYHble. YXMBOT npwu
nanbnagyum Msarkmn, 6e360nes3HeHHbIN.
MeyeHb K ceneseHka He YBENUYEHbI.
Cryn, anypes B Hopme. B HeBponoruye-
CKOM CTaTyCe: BbISIBMIEHbl KMMHUYECKMEe
npusHaku nopaxeHus LUJHC. B koHTakT
BCTynaeT MeaneHHo. Co3HaHue sicHoe.
KOrHUTVBHbIE DYHKUUWM CHWXKEHbI: BHU-
MaHue HeycTondmBoe, begHas MUMUKa.
Jlnuo cummeTpuyHoe, OBWXEHMEe rnas-
HbIX 96MoK B NonHoM obbeme. Bripaxe-
Hbl YMEPEHHbIE NPOSABNEHNS MO3XKEYKO-
BOW aTakCuu: XOAUT CaMOCTOSATENbHO,
NMoxo/Ka LaTKasi, C LUMPOKO paccTaBneH-
HblMW Horamu. CuHgpom BabuHckoro oT-
puuaTeneH ¢ o6enx CTopoH. MblleyHbI
TOHYC CHWXeH. CyxoxunbHble pedrek-
Cbl C PYK 1 HOT CHUXEHBI.

MpenBapuTenbHbIA KITMHUYECKUIA ana-
rHO3: HewWTponeHusi HesiCHOro reHesa.
MoaxeukoBas atakcus. fmnotpodusa 2-n
cteneHu. MNepuHatanbHasa aHUedanona-
TnsA. ATpocusa Mo3zxeuka. CynopoxHas
rOTOBHOCTb.

[Ons panbHelwero obcrnenoBaHus
pebeHok HanpaBneH B Poccunckyto get-
CKYI0 KnuHMYeckyto 6onbHuuy (Mocksa).
PebeHok OCMOTpeH anneprosiorom-um-
MYHOIIOrom, Bpay o6patun BHUMaHWE Ha
NpOSIBNEHUS NEWNKOMEHUN U HenTpone-
HuK, YyacTtble OPBW B aHamHese.

Pesynbratbl MMMyHOrpammsbl: Ig A - 0
r/n (PW: 0,21-2,82r/n); Ig M - 0,38 mr/mn
(PW: 0,47-2,40 mr/mn); Ig G - 23,7 mr/mn
(PW: 4,83-12,26 mr/mn); Ig E - 1 EO/Mn

(PW: 0-60Eg/mn); CD3+ - 55,00%(PW:
62,0-69,0 %); CD4+ - 35.00% (PW:
28,1-65,0%); CD8+ - 25.00% (PW: 26,0-
68,0%). 3akmnoueHue: oTmevaeTcs OT-
CyTCTBME MMMYyHOrnobynmHa A, peskoe
CHWXEeHNe nMMyHornobynmHa M, cybno-
nynsuun CD3+. [Mony4eHHble AaHHble
CBMAETENbCTBYIOT O NEPBUYHOM MMMYHO-
neduuyuTe.

VMcecnepoBaHne anbda-certonporten-
Ha - 90ME/mn (PU 0-58ME/mn). 3aknto-
YeHue: AaHHbIA aHanu3 CBUAOETENbCTBY-
€T O MOBbILEHNN YPOBHS anbda-geTo-
npoTenHa.

Mo gaHHbiIM MPT ronoBHoro moasra:
npu3Haky aTpodnm Mo3xeuka, paclumpe-
Hue IV xenypouka.

Mo gaHHbIM O3l 3a0CTpEHHLIE KO-
nebaHnsa 6 u O-guanasoHOB W anunen-
TUYECKMEe KOMMMEKChbl MUK-BOSTHA, MUKK;
rmncapuTMmsi.

PebeHok ocmoTpeH reHeTtukom: Onu-
caHve deHoTuna - gucnnacTtnuyHoe Te-
nocnoxeHune, ocaHka cytynas. [unep-
canueaumsa. [lManbnaumsa MNO3BOHOYHMKA
6e30onesHeHHas. JIMHMA NO3BOHOYHMKA
He UCKpuBrieHa. [nvHa HMKHUX KOHEYHO-
ctenn D=S. [IBnxeHns B cyctaBax B nor-
HOM obbeme, 6e3bonesHeHHbl. Moxoaka
HeycTonumBasi. Koxxa GnegHol okpacku,
Genble NATHa «koghe C MOoKomM» . XKueot
MSATKMIA, OCTYNEH K nanbnauun. NeyeHsb,
ceneseHka B npegenax Hopmbl. HIMO no
»XeHckoMmy Tvny. CTyn v guypes B HOpME.

[aHHble reHeTu4eckoro aHanuaa:
ATM  (c.5932G>T, ¢.450453delTTCT,
c.15641565delGA, ¢.5170G>T (p.Glu-
1724Ter) + c.748C>T (p.Arg250Ter),
g.108115650G>A (p.Trp266 *), p.A-
121945 Phe1952delV, p.Glu376fs,
p.lle2629fs/.

KnuHuyecknn amarHos:
nmmyHopepvumnt.  Cungpom  Jlyn-bap
(noaTBEPXKOEHHbBIN  MOMEKYNSPHO-reHe-
TUYECKMM aHamnun3om).

PekomeHOoBaHO: gucnaHcepHoe Ha-
6nogeHne yyYacTKoBOro neguarpa, an-
nepronora-mMmmyHonora. KoHTponb wum-
MyHOrpammbl. [1oXu3HeHHOe Ha3Hade-
HWE VMMYHOrMobynMHa 4YenoBe4ecKoro
(rabpurnobuH, NamyHekc-C, . BeHa)

B TeueHue nocnegHux 4YeTbipex net
naumeHTka Habnopgaetca B [Negnatpu-
yeckoMm LeHTpe PBNe1- HLIM. Monyyaet
3aMeCcTUTENbHYD Tepanuio  npenapa-
Tamy MmMMyHornobynuHos (M.MBena) u
npoxoauT obcnenosaHue 2 pasa B rog. B
JaHHOe BpeMs cocTosiHMe pebeHka pac-
LeHnBaeTca Kak ctabunbHoe. Y pebeH-
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Ka coxpaHsieTCs MO3Xe4yKoBasi aTakcus,
pecnupaTopHO-BUPYCHble UHeKkunn 4-5
pa3 B rog. PebeHky ocpopmneHa neanua-
HOCTb, HaXOAMTCSA Ha AoMallHeM oby4e-
HUN.

3aknto4veHue. [aHHbIN KNUHUYECKUI
npumMep eLue pas NnoaTBepXKAaeT, YTo Npu
npu3Hakax wummyHogeduumTa Heobxo-
OVMa HaCTOPOXEHHOCTb MeaMaTpoB Ha
Hannume y pebeHka HacneaCcTBEHHbIX
3abonesaHui. KpaiHe BaxHO paHHee
Ha3HayeHve MMMyHonornyeckoro oberne-
AoBaHusa pebeHKy AnA CBOEBPEMEHHON
OVNarHoCTUKN [aHHOTO MEPBUYHOTO UM-
MyHofeduuuta. 3amectuTenoHasi Tepa-
MMs MOXEeT KOMMEHCUpOoBaTb pasBUTHE
XapaKTepHbIX 3aTSHXHbIX BANOTEKYLLMX
N XPOHWYECKUX WHMPEKUMOHHbIX pac-
CcTpoucTs [9].
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