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MATOrEHE3, AUATHOCTUKA U UMMYHOTEPAINUS
UMMYHOMATOJIOrMYECKUX COCTOSAHUI

NEPBUYHBLIE UMMYHOOE®ULIUTDI

UMMYHHBIW CTATYC, UMMYHHOKOPPEKLIUS NPU
PELMAMBUPYIOLLEEM ®YPYHKYJE3E

I'ypuna O.IL, Boimaos A.E., Bapiamosa O.H.,,
lementheBa E.A, Tumoxuna B.JI.

locyoapcmeennas neduampuyeckass MeOUYUHCKAS
akademus, Cankm-Ilemepbype, Poccus

®ypyHKyne3 — mIybokast craduiomepMusi, XapaKTepu-
3ylollasicsi THOMHO-HEKPOTUYECKHMM BOCIAJICHUEM BOJIOCS -
Horo (hoJiTMKy/la U OKpyXKalollel TKaHU C CaMOOTpaHUYM-
BaroUIMMCS XapakTepoMm. PenunuBupoBaHue GypyHKYyJie3a
CBSI3aHO B IEPBYIO ouepeab ¢ AUCPYHKLMEH UMMYHHOM CU-
CTeMbI, OOYCJIOBJICHHOI KaK (haKTOpaMu MaTOreHHOCTH CTa-
(GUIOKOKKA (TeMOJIM3UHBI, XJIOMbeoOpa3ylolmii ¢GakrTop),
TaK ¥ MHAUBUOYATbHBIMUA OCOOCHHOCTSIMHU OpraHusma (co-
MyTCTBYIOIIME 3a00JieBaHUSI, TOPMOHAJBHBINA aKMCOaIaHC).
[MosToMy Hapsimy ¢ XMpyprudeckoil U aHTMOAKTepUaTbHOM
caHalueil oyara TpeOyeTcsl MPOBEICHUE COOTBETCTBYIOLIEH
MMMYHOpeaOWINTAIIH.

enp padoThl: MccIemOBaHME MMMYHHOIO CTaTyca, BbI-
SBJICHWE TIPUYMH PEeLUANBUPOBAaHUS (ypyHKYJie3a, moadoop
3¢ HeKTUBHOI UMMYHOTPOITHOM Teparnu.

Tlon HaGmomeHNEM HAXOMWJINCh 24 TIallMeHTa B BO3pac-
Te oT 9 mo 25 JeT, cTpagarlinX PelUANBUPYIOMNM QypyH-
KyJIe30M, TTOJYIUBIINE aHTUOAKTepUAJIbHYIO Teparuio, YPO
KpoBu. MccrnemoBaHre MMMYHHOTO CTaTyca OCYIIECTBIISIOCHh
UMMYyHoOJioTHYecKuMu Tectamu | ypoBHs. KoHueHTpaimst
C3, C4 KOMITIOHEHTOB CUCTEMbI KOMIUIEMEHTA O peessiach
NOA (MDTC «llutokun»). Cratuctudyeckas obpaboTka
TPOBOIMIIACH TTApaMETPUISCKIMH METOTAMH.

Y Bcex 00cieIOBaHHbBIX BBISIBJIEH AMCOATaHC B UMMYH-
Hoil 3amuTe opraHusma. JucummyHornooyauHeMuu (W)
pa3TMYHBIX TUIIOB OTMedanuch B 62,5% citydaeB, Bce 0OHa-
pyxeHHble TUIbl JIWT BKII04atoT B cedst nedunut IgA (AUT
1, 2, 4, 8 Tunos). [1pu 3TOM TMITIOUMMYHOIJIOOYJIUHEMUST A
KOppEeIupyeT ¢ He3aBeplIeHHOCThIO ¢haronurosa (r = -0,32).
Coueranune AUWI ¢ HegOCTaTOUYHOCTBIO KJIETOUHON 3dek-
TOPHOM CUCTEMbI MPUBOIUT K XPOHUUECKOMY MY PELIMIUBU -
pyiolieMy TedeHu1o (pypyHKyesa. [MnepuMMyHOTI00yIuHe -
MUs1 M, CBUAETEILCTBYIOIIAS O CTOCOOHOCTH K aleKBATHOMY
paHHEMY TyMOpaJibHOMY HMMMYHHOMY OTBETY, BCTpeuYaeTcsl
y 25% mnaiuueHToB, ogHako y 12,5% oGcienoBaHHBIX Takasi
CIMIOCOOHOCTb OTCYTCTBYET, UTO TMPUBOAUT K JIUTEILHOMY
TEYEHUIO KaXIOoro smnu3ona 3abojieBaHusA. [MIMOMMMYHO-
rooynmuHeMust M KoppeaupyeT ¢ BBICOKOH (aronurapHoit
aKTUBHOCTBIO JISMKOLIMTOB KpoBU (r = -0,4), KoTopsle, 1MO-
BUIMMOMY, KOMIIEHCUDPYIOT HEIOCTaTOYHYIO TYMOPaJIbHYIO
3alIUTY, HO (PAroIrTo3 MPHY 3TOM OCTAaeTCsS He3aBePIICHHBIM
(TmaTroreHHOe AeiicTBHUE cTapUIOKOKKA). [UM0- 1 rumepuMMmy-

HoriooynuHemust G BCTpedaroTcst TpUOIM3UTEIbHO C paBHOM
yacrotoit (20,8 u 16,7% COOTBETCTBEHHO), T.€. CHOCOOHOCTh
K PEKOHBAJIECLIEHIIMM BbIpaxkeHa HEONHO3HAYHO. BhisiBieHa
NpsiMasi yMepeHHas KOpPeSILIMOHHAs CBSI3b MEXIY COIep-
xkaHuem IgG u C3 koMnoHeHTOM KoMmiuieMeHTa (r = 0,4) —
OCHOBHBIMUM OIICOHU3UPYIOIIMMU areHTaMu. [umnepkoM-
mieMeHTemust C3 oGHapyxkeHa y 18,2% o00ciaenoBaHHBIX,
runtokomriuieMeHTeMust C3 — y 27,3%. Huskuii yposenb C3
couetayics ¢ aedekrom ¢aromurosa (r = -0,3). Yposenn C4
KOMITOHEHTa CHCTeMbl KoMiieMeHTa y 40% GOJbHBIX ObLT
BBICOKUM U COYETAJICS C BBICOKOU (haroluTapHO aKTUBHO-
ctoio (r = 0,72) 1 Hu3KkUM (parormrapHbiM yucioMm (r = -0,5
u -0,9), T.e. ¢ 3aBepIIEHHOCTbIO (parounTo3a. Takum obpa-
30M, aKTUBAIUSI CUCTEMbI KOMIUIEMEHTA 1O KJIACCUYECKOMY
IyTH, a TaKXKe HopMaJsibHas npoayKuusa IgG oOycnaBimBaioT
OICOHM3UPYIOIINE BO3MOXHOCTH CHIBOPOTKM KPOBH TallM-
eHra, 3¢ (eKTUBHBIN (aronnTos u BeIzgopoBiaecHUe. Mccie-
JIOBaHME KJIETOYHOTO MMMYHHOT'O OTBETA MTOKA3aj0 Haauaue
npusHakoB T-numdonenun u B-nmumdounrosa 6onee yem
y TIOJIOBUHBI 00cienoBaHHbIX. [Ipy 3TOM TMIIepUMMYHOTLJIO-
oyavHeMusi M nipu HegoctaTke T-KJIETOYHOI aKTMBHOCTHU
B OCTPbIi1 Mepuoj 3a00eBaHUsI MOXET OBITh CBsI3aHa C OT-
BeTOM B-Kj1eTOK Ha TUMyCHE3aBUCUMbIE aHTUTEHbI CTapuI0-
KOKKa. B To Xe BpeMs ais cbajaHCUPOBAHHOMN MPOMYKIIMU
Pa3HbIX KJIACCOB aHTUTE] HEOOXOAUMO y4acTUe B UMMYHHOM
otrBete T-XxenmepHbIX KieTok. Y 29,2% o6cienoBaHHBIX ITa-
LIMEHTOB YPOBEHb LMPKYJIUPYIOIIUX MMMYHHBIX KOMITJIEK-
COB B CHIBOPOTKE KPOBU TPEBHINIA]T HOpMaJTbHOE 3HAYCHUE
U KOPpEJIUPOBAJI C TUTIepKoMIUIeMeHTemueid C3.

He otMeueHa mosoxkuTenbHass AMHAMUKA TeUSHUS PelLr-
IUBUpYIOIIeTo QypyHKyie3a Mpu MPUMEHEHUN TOJIbKO XU-
pyprudeckoii, antnbakrepuaabHoil Teparmun 1 YOO Kposwu.
OG6HapyXeHHbIe U3MEHEHNSI B UMMYHHOM CTaTyce TPUBOIST
K HEOOXOIMMOCTHU HCITOIb30BaHUS MMMYHOKOPPEKIIUM Ha-
pALy ¢ TpagWLIMOHHOW Tepamueil. Bcem mammeHTam MpoBoO-
IUJACh CIEAyIoNIas cxeMa JeUeHUS: JTUKOMUI (B JO3UPOBKE
10 mr, 1 pa3 B cytku, kypc 10 nHeit); karum bepema (pacuer
10 Macce Tejia, B TeYeHHe 2 MeCsIIeB); UMMYyHal (B BO3pacT-
HOI 103UPOBKe 3 pa3a B CYTKM, 6 He[e/Ib); BATAMUHOTE PAIIMSI
(moIMBUTAaMUHBI B BO3PAaCTHOI TO3UPOBKE B TeUeHHE 1 Mecsi-
11a). OMHOBPEMEHHO 1aBaIMCh PEKOMEHIALIMU OTHOCUTEIbHO
CaHUTAPHO-TUTMEHWYECKUX MEPOMPUITUIA, HAIpaBICHHBIX
Ha TIpepbiBaHWE TyTeil pacrpocTpaHeHUs CTadUIOKOKKA
(ne3uHbeKMs MPeAMETOB 00MX0Ia, KayecTBEHHas yOopka
nomMelleHuit). B pesyasrate y Bcex OOJbHBIX MOJYYEH yI0-
BJICTBOPUTEIbHBIN KIMHUYECKUI 3hdekT (0T ymIuHEeHHS
WHTEPBAJIOB MEXIY peLIMINBaMU, O0JIee JIETKOTO TPOTeKAHMS
KaXI0To 3130714, 10 IOJTHOTO BBI3MOPOBJICHMS).
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Tlepsuunbie ummyHoodepuyumot

CJI0)KHOCTU UHAEHTUOUKALIUW PEAKUX ®OPM
NEPBU4HLIX UMMYHOAEDULIMTHBIX COCTOAHUN.
KOXHO-IA3HAS ®OPMA AJIbBUHU3MA

C NEPBU4HBIM UMMYHOAEDULINTOM

I'ycesa MLH.!, Kosxkesnukor A.H.!, RKanamnukosa 0.B.},
Jlapuonosa B.J1.!, Marseesa E.JI.!, Burukosa H.B.2
Haswigosa HJL2 Corkonosa HE?

! Knunuxa TOY BIIO CI16 TTIMA, Cankm-Ilemep6ype,
Poccus

2BIIDPM MHYC Poccuu, Canxm-Ilemepbype, Poccus
SITE No 1, Canxkm-Ilemepbype, Poccus

KoxHo-rnaznasa ¢opma aibOMHU3Ma MOXET COMPOBO-
XOATh PSAA TSDKEIBIX PEIKO BCTPEUAIOIIMXCS MMMYyHOIedu-
LUTHBIX cocTosiHUM, Takux Kak Chediak-Higashi syndrome,
Griscelli syndrom, MoxeT Bcrtpeuarbcsi npu Hermansky-
Pudlak syndrome u psnme Opyrux peako BCTpeyarolluxcs
BPOXJICHHBIX 3a00ICBaHUSIX.

B depane 2009 rona B Kinmnuky I'OY BITO CIT16 I'TIMA
nocTynua 15-J1eTHUil MajbuuK C KajoO0aMu Ha JUXOpaaKy
B TeYECHME HEIeNM M YBeJIUYCHUE IIEWHBIX JTMMGaTUISCKUX
y3J10B.

OOBEKTUBHO: HU3KOPOCJBIi, TsKenasi hopMa AMCIIacTh -
YeCKOTro CKOJIN03a, IIIMPOKas EPeHOCHIIa, KPYITHbIE HO3APU.
JlucnporniopliMoHaJIbHbIE YacTH Tesla, KpyIHas rojiosa. Peub
HeckonbKo 3aMenieHHas. [MapuuanbHas opma albOMHU3-
Ma, C OCTPOBKOBBIMM YYaCTKaMM MUTMEHTALIMI 1O TUITY He-
BycoB. DOH KOXHU Cyx0ii, cToLIeH. BooCk! KpaiiHe CBETIIbIE,
oyYarv aJiJIonely Ha BOJIOCUCTOM YaCTU TOJIOBBI TTOCIIE TIepe-
HeCeHHOro (ypyHKy/nes3a, LBET pamyXKH CBETJIO-TOJy0oii,
TOPU3OHTAJIBHBIN HUCTAarM, COXpaHsSeTcsl O0O0Je3HEHHOCTD
MpU CMOTPEeHUU Ha cBeT. CIU3UCThIC YUCThIC, SI3bIK KPYITHBII
C TpEIIMHAMM, HAJIETOB HET. YBEJIMYCH MpeaHEIIeHHBIN BEPX-
Huii mumboysen 4,0 X 4,5 cM, YyBCTBUTEIBHBIN TPU Tajlb-
manuu, 6e3 (QIIOKTyallMd, YBEJIUYEHBI 3amHEIICHHBIC JI/y
10 TUITY TIAaKETOB, IMaMeTpoM 10 2,0 cM, MpeuMyIIeCTBEHHO
caesa. [lanpnupyloTCcsl MOAYETIOCTHBIE, TOAMBIIICYHBIE J1/Y,
neyeHb +4,0 ceneseHka +8,0, TIOTHBINM Kpaii, MaJIOITOABIXK-
Ha.

N3yyeHne ceMeifHOro aHamMHe3a peOEHKAa COBMECTHO
C TpymOmoi M3 MOJIEKYISIPHO-TEHETUUYECKOIl J1abopaTopuu
'Oy BITO CII6 T'TIMA BbIsIBWIO, YTO PEOEHOK POXIEH
B OJM3KOpPOICTBEHHOM Opake, MMEIOTCS MHOXeCTBEHHbIE
cliydard CMEpTeu IeTeld B paHHEM BO3pacTe IO JUHUU MaTe-
pU, ayTOCOMHO-PELIECCUBHOE HACIEIOBaHUE KOXHO-TJIa3HOM
¢dopMBbl aTLOMHU3MA 10 IMHWUU OTLIA, COUYETAIOLLIEeeCs] CO CMep-
TBIO OT MH(GAPKTOB MUOKapa B CPeTHEM BO3pacTe

M3 aHamHe3a u3BeCTHO, UTO peOEHOK poauics ot 1-ii Oe-
PEMEHHOCTH, C POKIEHUsI OTMEYAeTCsI OYeHb CBETJIasi Koxa,
KpaiiHe cBeTJIble BOJIOCHI, (pOTOOOS3HL. B 2 Mecsia mnepe-
Hec BLI2Kut. Ha nmepBoM romy >XKM3HU TEPEHOCUT TSLKEJIoe
THOMHO-CeNTUYEeCKOe MOpakeHUe KOXMU, CElCUC, IBYCTO-
POHHIOIO CJIMBHYIO MHEBMOHUIO, OCJIOXHEHHYIO aTejeKTa-
30M, CpeIHUI OTUT. B aHanmm3ax KpoBU MOSIBISIETCS] TEHIEH-
uus K HeitponneHuu. C 2-JIeTHEro Bo3pacTa — OTCTaBaHUE
B [IMP. SIBneHus remarocryieHOMerajany BrepBbie OMUCAHbI
¢ 10-MecstyHOTrO BO3pacTa, yCyryouauch ¢ 4-JIeTHEro Bo3pac-
Ta. PeGeHOK HabMonaacs y TeMaToiora B CBSI3M € BhIpaXKeH-
HOIi JIeMiKo-HeHTporneHuel, anemueit. OTMeuaauch TsoKeble
SMU301bl OOUJIBHBIX HOCOBBIX KPOBOTCUECHUI, TTPUBOISIIIE
K pe3KOMY MaIeHHUIO YPOBHS reMorinobrHa. B mampHeiem
B KJIMHUKE TIPEBAJUPYIOT PEIUAMBUPYIOIINE ITHEBMOHUM,

muMbaneHUTHl MeHON 00MacTu, TsoKesible (QYypYHKYIIe3Hbl,
TIEPUOJOHTHT.

[lpu oneHKe TeMaTONOTMYECKUX aHATU30B, CIETaHHBIX
B XU3HU pebeHKa, 0OpaTuiio Ha ceOs1 BHUMaHUE OTCYTCTBUE
KaKMX-JIM00 criennpuIecKrx TpaHys B JeiiKonuTax mepude-
pUYECKOUN KPOBU.

[lpu HaxoxneHuu peOEHKa B KIMHUKE B TreMaTOJIOTU-
YEeCKMX aHajiu3aX OTMeYalach BbIpAXEHHasl JIEUKOIMEHUsS
(0,8-1,2 x 10°/11), abcomoTHas HeitTponeHus (10-50 k1eToK),
anemusi(95-103 r/m), yckopennoe COD (50-58 mm/4ac), mpu-
3HAKW BBIPAXKEHHOTO BOCTIAJIUTEILHOTO IMPOIIecca IO JaHHBIM
oroxuMmmnaeckux rmokasarenueit (CPb-135-157 mr/m).

B uMmMmyHosnornueckoM oOCIeq0BaHUM CHUXXKEHUE ab-
comoTHoro koymuectBa CD3* kmerok, CD4* kierok,
CD3*CDS8* kyetok, 3HaunmrtedbHOe cHUKeHHe NK-KjieTok
CD316" u akruBupoBaHHbix NK-KJeTOK, CHUXeHUe (DyHK-
MoHanbHOU ciocooHocTH T-numdornuto B PBTJI, 3Haun-
TeJIbHOE TOBBIIIEHNE CHIBOPOTOYHBIX WMMYHOTJIO0YJIMHOB
kiaccoB G u A.

IIpu oGcaenoBaHuu ObLIa MpoOBeAeHA MyHKIUS KOCTHO-
ro mo3zra. Ilo pe3dynbraTram MpoBeAeHHOUN MYKIIUU KOCTHOTO
MO3ra B MHUEJOrpamMMe pe3KO CHUXKEHa KJIETOYHOCTb, MUE-
JIOWIHBIA POCTOK UCTOLIEH, SIBJICHUS IU3TPAHYJIOLIMTOIN03,
SPUTPONIHBIN POCTOK PACLIMPEH, SIBJIEHUS TU33PUTPOII0A3a,
BBIPOXEHHAas1 MakpodaraibHasi peakiys, M1a3MOKIETOYHbIE
peaxuusi.

PeGeHOK mosyudms KOMITJIEKCHYI0O aHTMOAaKTepUalbHYIO,
MPOTUBOBUPYCHYIO M MPOTUBOIpUOKOBYIO Tepanuio. buor-
cust TuMdaTryecKoro ysia Mmo3BoJiiia BbISIBUTh JUMboOrpa-
HyJIOMaTO3 U HaYaTh CIeUDUYECKYIO TePaATUIO.

KinnHuko-1a60paTopHblie JaHHBIE Y 3TOrO MalMeHTa SIB-
JISTIOTCS IPUMEPOM CJIOXKHOTO cliydasi uaeHTUUKaIu1 qua-
TrHO3a MEPBUYHOTO MMMyHOAeULIUTa. Y JTaHHOTO TAllMeHTa
MOXHO OBLJIO 3aMI0A03PUTh HAIMYME PEAKO BCTPEUAIOIETOCS
cunapoma Griscelli.

B LleHTpe MoJieKyisipHOI reHeTUKY I. MOCKBBI ObLIO TTPO-
BeIeHO TeHeTu4ecKoe mccienoBanue reHa RAB27A. Meto-
ITIOM TIPSIMOTO aBTOMATHUYECKOTO CEKBEHUPOBAHMUSI MCCIIEIO-
BaHa BCSI KOOWPYIOIIAs IMOCIeI0BaTeIbHOCTh TeHa RAB27A,
BKJTIOUYAsT OOJIACTU SK30H-UHTPOHHBIX coequHeHwuit. MyTta-
MY He OOHapyKeHO.

JleyeHue u nanbHeiee 00CcIe0BaHUE TAaHHOTO MallUueH-
Ta OyIeT MPOIOIKEHO.

CJTYYAW BUCKOTT-0JIAPUYA CUHOPOMA
Y 7-MECA4YHOIO PEBEHKA

IIpoxodnesa T.E, Kosanera K.

Jlemckas kaunu4eckas yHugepcumemckas 601bHUUA,
2. Puea, Jlameus

Buckorr—Onapuua cunapom (WAS) — penkoe, mepBud-
Hoe X-CIETUIEHHOE PellecCCUBHOE MMMYHOMehUIINTHOE 3a-
OoJieBaHUE, BhI3bIBacMOe MyTalueii B WAS TeHe, KITMHUYE-
CKU TIPOSIBIISTIONIEECST 9K3eMOI, TPOMOOIIMTOIIEHHEeH, a TaK-
Xe CHUXKEHHOU Pe3MCTEeHTHOCThIO K MHbeKkImsaM. Yacrora
Bctpeyaemoctr — 0,4-1 Ha 100 000 HOBOPOKIEHHBIX.

PeGeHok Myxkckoro mosia poauicst B amnpene 2006 roma
oT 1-if HopManbHOW (HU3UOTOTUYECKOU, TOHOIIEHHO! Oepe-
MEHHOCTH, OT 310pOBbIX poauTesneil. Ha 8-it Henesne 6epemeH-
HOCTM MaTh JICUYWJIaCh TI0 TIOBOIY YTpo3bl BRIKUBIIIA. B po-
IMATHHOM JIOME MaJTbuMK JICUMJICS B CBSI3U C BHYTPUYTPOOHOM
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nHdeK1me (3eJeHble OKOJIOIIOAHbIE BObI, HU3KWI YPOBEHb
tpomGouuToB (Tp.) -64 x 10°/1). Tlocie KapaUHAIBLHOTO Jie-
YeHMsI JIe aHTUOAKTepUabHOI Teparnueil ypoBeHb Ip. MOBbI-
cuics o 113 x 10°/1. B Bo3pacte 1 Mecsilia — 31130/ KUIKOTO
cTysa ¢ mpuMechio kpoBu, Tp. 43 x 10°/n. C 1,5-mecstuHOrO
BO3pacTa — 9K3eMa B 00JIaCTH JIUIa U KOHEYHOCTEM, OCIOX-
HsleMasl TepUOAMYECKU BTOPUYHBIM MHOUIMPOBAHUEM, ajl-
Jieprusi Ha 0eJIOK KOpoBbero Mosioka. B Bo3pacre ¢ 5 1o 7 me-
csilieB peOEHOK ObUT TOCMUTAIM3MPOBaH B OHKOT€MOTOJIO-
ruyeckoe otaeseHue JKYD B cBsiz3u ¢ mporpeccupymouiei
TpombormToneHueit (95-60-21 x 10°/11), remMopparnueckum
CHHAPOMOM (TIETEXUHU Ha KOXKe, KOHBIOKTUBE), Xene30aedu-
uutHout anemueit (I'b 9,6 t/m11.), ak3emoit. Bo Bpemst rocnu-
TaJu3aluy OTMEYAIUCh SITM301bl MH(PEKIUi (THOMHBINM OTHT,
0s1e(papOKOHBIOKTUBUT, uoaepmusi). [1o kamHuYeckoii kap-
TUHE 0BT penTionokeH WAS. JlabopaTopHBIE UCCIIENOBAHUS:
MMHUMAIIBHEIA ypoBeHb Tp. 18 x 10°/1, pasmep Tp. yMeHbIIEH
MHUHUMAaJIEHO (6,5 i1.). [ToBTOpHBIE GMOTICUY KOCTHOTO MO3-
ra — HecrielMduieckue n3MeHeHus. Mi3MeHeHns] B UMMYHO-
rpamme HeyoenutenbHbl: 1gM 0,18-0,33 r/n, IgA 0,5-0,7 r/n,
1gG 5,1-8,9 r/n. Ormeuanock cHkeHue CD8* T-nmumbonuron
(10-7%), mnosbimienne CDI16* mumdouuros (23%) u IgE
(61-46 ME/mn). IlomoxuTenbHble aHTUTPOMOOIIUTAPHBIC
W aHTUKapAUOJUIIUAHBIE aHTUTesa. OOpasiibl KPOBU MaJIbUM-
Ka 1 ero Marepu Obl1M HampasiaeHbl B J. Modell luarHoctu-
YeCKUIl LIEHTp MO MEepBUYHBIM MMMyHonaeduutam B T. Jle-
opetieH (Benrpust). [1pu reHeTMUeCKOM 00CeTOBaHUM ObLia
HaiineHa ¢.631C > T nonsense myTaius B 7 5k30He WAS rena,
npuBozsias K cton-kogoHy WASP B 211 nmo3uiuu aMuHO-
kuciot (p.R211X). O6cnenoBaHue MaTepu peOeHKa BBISIBUIO
TeTepO3UrOTHOE HOCUTETBCTBO JTaHHOM MyTallM.

C ¢espans mo ampenb 2007 roma (¢ 10-mecsuHOro
no 12-MecssgHOTO BO3pacTa) y pebeHKa JINTeNbHas Tuapes
¢ TIOTepeii Beca, TMXopaaKa, THOMHBIN OTUT, OPOHXUT, BhIpa-
xeHHast ok3eMa. Hapacraer IgE no 593-1250 ME/mi. Munu-
MaJibHBI# ypoBeHb Tp. 28 x 10°/11.

B wione 2007 roma (B Bo3pacte 1 roma 3 MecsleB)
B St. Lazslo rocniurane (r. bynanemr, BeHrpusi) nposeneHa
yenemHas TKM or HLA-uneHTMYHOro HEpoOACTBEHHOTO
noHopa. Yepes nmonTopa roga nocie TKM pedbeHOK mpakTu-
YecKd He 0oJjieeT, He3HAYMTEIbHBIE TIPOSIBICHUSI IepMaThTa
TOJIKO B 00iacTu MoloHku. Pasmep (MPV 8,711) u konuue-
ctBO Tp. (474 x 10°/1) — HOpMasbHbIe. TTOSIBUIACH TIOJIOXM-
tenbHass P-ANCA (MPO-otpuuar.).

3akmouenue. JlaHHbBIN ciyyaii IeMOHCTpUpPYETCS KakK pe-
3yJbTaT YCMEIIHOTO MEXIYHapOAHOro COTPYIHUYECTBa, MO-
3BOJIMBLIMI CBOEBPEMEHHO IHMAarHOCTUPOBAaTh W IPOBECTU
KapauHaJIbHOE JieueHue rnepsoro B JlatBuu ciyvasi Buckorr—
Onapuya cCMHIpOMA.

OHK-AUATHOCTUKA PA3JIUYHBIX ®OPM NEPBU4HbIX
WMMYHOLE®ULMUTOB Y POCCUMCKUX BOJIbHBIX

Cepmsruna LI, 3aduenxosa B.B., Ilonsakos A.B.

T'Y « Meduxo-eenemuueckuii Hayunoiii yenmp PAMH»,
Mockea, Poccus

Bsenenne. Ileppuunbie ummyHomedunutsl (IMTUI) —
9TO HAaCNeACTBEHHBbIE 3a00JIeBaHUsI, 0OYCIOBIEHHBIE TPY-
ObIM HapyleHueM (GYHKIUN PAa3TUYHBIX 3BEHBEB MMMY-
HuTeTa. YacToTa BCTpeuaeMOCTH B 3aBUCUMOCTH OT (pOPMBI
cocrapisier ot 1:500 mo 1:200 000. MU ssnsaioTcs pe-
3yJIbTaTOM TE€HETUYeCKUX HedeKTOB, MPUBOINIIINX K Ha-
pyumieHuio mponudepanuu, TudGepeHINPOBKA U (PYHK-
IIU{A MMMYHOKOMIIETEHTHBIX KJIETOK. TUMWYHBIMH TIPO-
SIBJICHUSIMA TIEPBUIHBIX UMMYHOAEGMUITUTHBIX COCTOSTHUI
SIBJISTIOTCSI TSDKEJIO TIpoTekalnne WHbeKInu (BUPYCHBIE,
rpuOKOBBIe U OaKTepuaTbHbBIE), ayTOMMMYHHbBIE Hapyllle-
HUS ¥ BBICOKAsT BEPOSITHOCTh Pa3BUTHS 3710KaueCTBEHHBIX
HOBooOpa3oBaHuii. [lepBUYHBIE MMMYHOIEOUIIUTHI TTOMI-
pa3meNIoTCsl Ha YeThipe OCHOBHBIX KAaTeTOPHWU: TPEUMY-
IECTBEHHO TyMopayibHbie HapytieHus (50%), KoMOUHUPO-
BanHble (T- u B-xierounsie) (30%), nedexrsl aroumnrosa
(18%) n xommeMenTa (2%). Hanboiee 9acTo BCTpeyaroTcs
X-crermieHHble GOpMBI BPOXKIEHHBIX UMMYHOAEGhUIIUTOB.
B na6oparopuu JHK-auarHoctuku MI'HL PAMH pa3s-
paboTaHbl METOAMKM BBISIBACHUS MOJEKYJISIPHBIX MPUYUH
TakuUX 3a00JIeBaHM, KaK:

X-cuereHHbIi runep-IgM cunapom (ren CD40LG);

X-cleruieHHasi aramMmaryiooynuHemus (reH BTK);

X-CLEIJICHHBIN TSXeNblii KOMOMHUPOBAHHBI UMMYHO-

neduuur (ren IL2RG);

X-clernjeHHas: XpoOHUUYecKasi TpaHyJieMaTo3Hasi 60JIe3Hb
(reH CYBBI);

X-cuermneHHblld  IuM@onpoaudepaTuBHbIE  CUHIPOM
(ren SH2D1A);

X-cuermieHHbI cuHIpoM Buckora—Omnapuya (reH WAS).

Hen» n 3agaum. Llenbio HacTosiiieil pabOThI SIBJISIETCS
npoBeaeHue npsmoit JIHK-quarHocTnku pazamaHbIx GopM
MEePBUYHBIX UMMYHOAE(hUIIMTOB U pa3paboTKa Hanbosee a(-
(EKTUBHBIX aJITOPUTMOB PETUCTPALIUM MYTAIlWiA TSI BBITION -
HEHUS MpeHaTaTbHOM JMarHOCTHUKH.

Martepuanasl W MeToapl. MaTtepuajaoM ISl KCCIEOO-
BaHus sBIsiIOTCA oOpasubsl JJHK, BbimeneHHble M3 KpOBU
WIN JIPYyTrUX OUOJIOrMYeCcKUX OOBEeKTOB (HOITH, TapaduHO-
Bble OJIOKM, TeMaToJorM4yecKre Ma3KM W JIp.), MpoOaHI0B
U 4YIEHOB MX ceMeil. MeTroabl, MCIOJb3yeMble ISt
MoJieKyIsipHo-reHeTnueckoro aHanusa [TWI: TTLP; SSCP;
NpsIMoe aBToMaTu4ecKoe cekBeHupoBanue; [11P®-ananns.

TABJTULA. PE3YNbTATbI AHK-AUATHOCTUKWN BOMNbHbIX C PA3NINYHBIMKA ®OPMAMW NEPBUYHbLIX

MMMYHOLE®ULMTOB (K TE3UCAM CEPMArUHOMN U.I".)

nua Kon-Bo 60nbHbIX os;ya:;{:';;"o n:::i::;‘:;ﬂ
X-cuenneHHbln runep-lgM cuHgpom 10 5 5
X-cuenneHHas arammarnobynuHemus 48 26 1
X-CLenneHHbI TSHKENbIA KOMOMHMPOBAHHBIA MMMYHOAEPULUT 15 1 5
X-cuenneHHas XxpoHudeckas rpaHynemartosHas bonesHb 20 14 1
X-cuenneHHbI numdonponudepaTMBHbIA CUHOPOM 23 5 1
X-cuenneHHbIn cuHapom Buckota—Ongpuya 10 9 1

378



2009, T. 11, Ne 4-5

Tlepsuunbie ummyHoodepuyumot

OcHoBHble pe3ynsTaThl. Ha maHHBIE MOMEHT HaMU MPO-
BeneHbl JJHK-quarnoctviku aiist 126 GOJBHBIX C pa3IuYHbIMU
dbopMaMu MepBUYHBIX UMMYHOAE(DUIIUTOB. Pe3yabraTsl mpu-
BeleHbI B Tabauile 1.

3akmovenne. I[lposenenue JHK-ananusza y OGOJbHBIX
T[T 1 no3BOJISIET BBISIBUTH MOJIEKYJISIPHYIO TPUUMHY 3a00J1¢e-
BaHUs U YCTAHOBUTh HOCUTEIHCTBO MyTALIK Y POACTBEHHU-
KOB B ceMbe npodaHga. Hanuuue omnpenesieHHON MyTaluu

JleJIaeT BO3MOXHBIM MPOBENEHUE MpeHaTalbHOW JMarHo-
ctuku 3aboneBaHus. Ha ocHOBaHMM HaKaruTMBaeMbIX aH-
HBIX (CHEKTP MyTallUil, HAIMYUE «TOPSTYMX TOUYEK» U Hau-
6oJiee 9acThIX MyTaluii) B m1aboparopun JIHK-mnarnoctuku
MTI'HII PAMH Benercs paspabotka Haubosee 3dhdekTus-
HBIX JITOPUTMOB ITPOBENEHUS MOJIEKYJISIPHO-TeHETUIECKOTO
aHaln3a pa3iInyHbIX GOPM MEPBUYHBIX UMMYHOIEDUIIUTOB.
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