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NEPBU4HBIE UMMYHOAEDPULIUTDI
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Poccuiickas demcxas kaunuueckas 6orvruya M3 PD, Mocksa, Poccus

[Tepsuunsie nmmyHonedurmTabe coctosaust (MJ1C) —
9TO TEHETHYECKH JeTePMUHUPOBaHHbIe 3a00JIeBaHMSI,
00y CJIOBJICHHbBIE HAPYIIIEHUEM CJIOKHOTO KacKajla peak-
IV, HEOOXOMMUMBIX JIJIsT DJIIMUHAIIAH TyKEPOIHBIX areH-
TOB W3 OPTAaHU3Ma U PA3BUTHS /ICKBATHBIX BOCTIAIATEb-
HBIX PEAKINil. VX TUTUIHBIMY TIPOSIBJICHUSIMU SIBJISTIOT-
s TSIKEJIO TIpoTeKarolie GakrepraibHble, BADYCHbIE U
rpubKOBbIe HHMEKIINK, Ay TOUMMYHHbIE 3a00JI€BAHUS 1
TIOBBIIIEHHAs CKIIOHHOCTb K PA3BUTHIO 3/TOKAYECTBEHHBIX
HOBoOGpasoBaHuii. B HacTosiiee BpeMst oricano 6GoJiee
80 dopm epsuunbix M/[C. Hacrora BerpeyaemocTn iep-
BUYHBIX UMMyHOAeduTOB cocrasisger or 1:1000 1o
1:5000 000 B 3aBucumoctn ot dopmbl. K HacTosmemy
BpPEMEHU M3BECTHBI TeHerndeckue aedekrol boee 25
dhopm nepsrunbix MC (tabu. 1).

OCHOBBIBasICh HA UMEIOIIUXCSI B HACTOSIIIIEE BPEMST
CBEJIEHUSIX O MEXaHM3MaX Pa3BUTHS IEPBUYHBIX IMMY -
HOZE(UITTOB, 9T 3a00JI€BAHISI MOKHO PasieInTh Ha
YeThIPe OCHOBHBIX TPYIIITHL:

1 - mpenMyTIIeCTBEHHO TYMOpaJIbHbIE WN B-KiieTouHble;

2 - KOMOMHUPOBaHHBIE - IPU BeeX T-KIE€TOUHBIX M-
MYHOZe(UITUTAX B PE3YJIbTaTe HAPYIICHWH PETYJISIII
ctpaznaet hyHKImg B-kireTok;

3 - nedexTHI haronnTo3a;

4 - nepeKTH KOMIITIEMEHTA.

NmmyHOIEDUTATEL, TPU KOTOPHIX 3HAUNTETHHO Ha-
pyIeHa IPOAYKIIUSA aHTUTEJI, SIBJISTIOTCs HanboJiee yac-
TBIMHU ¥ COCTABITIOT OK0JI0 50% OT 061IIETO KOTNYECTBRa,
KOMOMHUPOBaHHBIE UMMYHOAEMDUITUTHI COCTABJISAIOT
npubnusurensio 30%, nedexrol parorurosa - 18%, a
nedeKTh KOMITeMeHTa - 2%. XapaKTepHBIMU KJIMHIIEC-
KHUMU [IPOSIBJIEHUSIME GOJIBITHHCTBA UMMYHOIeDUITUTOR
SIBJISTIOTCST UHMEKINMHU, ayTOUMMYHHbIE HapyIIeHusl 1
HenH(EKINOHHbIe TposiBaeHus (Tabu. 2, Tabur. 3).

B nacrosmieii Jekiuu npeacTaBieH KpaTkuii 0030p
OCHOBHBIX (DOPM TIEPBUYHBIX UMMYHOIE(DHUITUTOB, KPU-
TEPUEB JMArHO3a, KITMHUYECKUX MPOSBICHWI U MTPUH-
ITUTIOB TEPATTHH.
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OCHOBHbIE GOPMbI NEPBUYHBIX
MUMMYHOZEPULMTOB, UX XapaKTEPUCTMKA,
METOAbI 00CNeA0BaHMS U MPUHLNAMI
Tepanuu

TpaH3uTopHas MaaeHyeckas

TMNOUMMYHOTIO0YIMHEMIS!

Marepunckuii IgG nepemaercs mioay Bo Bpems Ge-
peMeHHOCTU. Y poBeHb cbiBopoToyHoro IgG y poxien-
HBIX B CPOK MJIQ/IEHIIEB PaBeH WJIH Jla’ke HEMHOTO TIpe-
BBITIIAET MaTepUHCKUI ypoBeHb. Marepunckuii 1gG
HCYE3aeT MOCIIE POKIEHNUSI C TEPUOOM MOy pactiajia 25-
30 gHEll, THUIUUPY ST TPOLYKIIHIO COOCTBEHHBIX MMMY -
HOTJIOOYJIMHOB. BpeMst Hauasia 1 CKOPOCTh MPOAYKIIUI
cOOCTBEHHBIX aHTUTEJI 3HAUUTEIbHO BapbupyeT. Haua-
JIO aHTUTEJIOMPOAYKIIUU MOKET ObITh 3ajIepsKaHo 10 36
Mec., HO 3aTeM HOPMaJTU3yeTcsl, TPOSIBIISISICH yBeTmie-
HueM KoHTeHTparuu IgG. IIpu oTcyTeTBUm ApyTnx e-
(hEKTOB, COCTOSTHIIE KOPPUTHUPYETCS caMo 1o cebe 1 He
TpebyeT JIeUeHMs,

JledeHusT TpaH3UTOPHOM MJIAJIEHYECKOH THIIOTaM-
MarsoOyJIMHEMUH He IPOBOANTCSL. VICK/IFOUeHre cocTaB-
JISIOT GOJIBHBIE € TIOBBIIIEHHON CKIOHHOCTHIO K GaKTe-
pruarbHBIM WHMEKIUAM. B 3TUX ciydyaioX BO3MOKHO
MPOBEJIEHNE 3aMECTUTETHHON TepPaiy BHYTPUBEHHBIM
UMMYHOTTOOYTHHOM.

CenexTuBHasi HEAOCTATOYHOCTb MMMYHOTIO0Y/IMHA A
(CHIgA)

3HAYNTETHHOE CHUKEHNE CBIBOPOTOYHOTO IgA oT™e-
yaeTcs ¢ yactotoit 1 wa 700. [Ipeamonoxurensro me-
(bexT sgBISIETCS PE3YABTATOM OTCYTCTBUS CO3PEBAHUS
[g A-trpogynmpytonmx anMgOIUTOB.

Kpurepuem quarnosa siBjsieTcsl CHUKEHUE YPOBHS
CHIBOPOTOYHOTO UMMYHOTJIOOYIMHA A HIKe 7 MT/IUT Y
JleTelt ctapie 4 JeT.

Kaununueckue npsasiaenns. Hanbosee xapakrepHbi-
mu utst CHIgA 3a60/1eBaHUSIMI SIBIISTIOTCST AJITIEPTIHYEC-
KWe, ayTOUMMYHHbBIE 1 UH(PEKITMOHHBIE B BUjIe MH(DEK-
it JIOP-opranos 1 GpOHX0JIETOYHOTO TPaKTa. AJiiep-
IHYECKIe ¥ ayTOMMMYHHBIE CHHIPOMbI ITPOTEKAIOT Oe3
Kaknx-Jm00 0COOEHHOCTEH, OTANYAIONINX NX OT aHa-
JIOTUIHBIX COCTOSTHUI Y JIUIL ¢ HOPMAJTBHBIM KOJIIYe-
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CTBOM MMMYHOTJIO0y/IMHA A B chIBOpOTKe. MHMeKnn
GPOHXOJIETOYHOTO TPAKTA MTPOTEKAIOT HE TSIKEIIO U PEl-
KO I1epexo/iiIT B Xxponudeckue hopmbl. Bosee Tsaxenoe
TeyeHne OakTepruaIbHbIX HH(BEKIHIT, KaK TPaBUJIO, BbI-

sBIIsieTcs y Tex 6osbHbIX, y Kotopbix CHIgA coueraer-
cs1 ¢ geduruToM cybkaccoB uMMyHorooymHa G (G2
u G4), SBISIIONINMCS TPUYIHOM HAPYIIIEHS aHTHOAK-
TEPUAIBLHO 3aTUTHL

Ta6n.1. JJOKAIM3ALMSA FEEHETUHECKMX IEDEKTOB MPU HAMBOEE HYACTO BCTPEHAIOLLMXCA NEPBUYHBIX UMMYHOAEDULIMTAX

I'rl\jlg'l dopma MMmMyHogeduUumMTa "en/6enok Xpo“ﬁ%ﬁ?'g%lm
1. | x-scip ObBuas y uenb peuenTopos Xq13.1-13.3
WHTEPIENKNHOB
2. XLA btk Xg21.3-22
3. HIGM1 CD40L Xq 26-27
4. WAS WAS/WASP Xp 11.22 - 11.3
5. | x-cab CIBB/ gp91-phox Xp 211
p22-phox 16924
6. |ARCGD p47-phox 7911.23
p67-phox 1925
7. JednunT ageHo3nH-ge3ammnHasbl ADA 20qg13-ter
8. OednunT nypuH-Hykneosng-cocgopunasbl PNP 14913.1
9. Oedonuunt ZAP-70 ZAP-70 2q12
10. Oedonumnt Jak3 Jak-3 19913.1
11. | Jedmumt RAG-1/RAG-2 RAG-1/RAG-2 11p12-13
12. | Atakcuga-teneaHrnakrasus ATM/ATM-knHasa 11923.1
13. HedekT agresvm nenkoumtos 1 21922.3
14. | Oeduvumnt TAP-2 6p21.3
15. | Oedovmumnt MHC II RFXANK, RFX5, RFXAP, CIITA 16p13.1-2
16. | ALPS FASL 10924.1
17. | Cungpom HunmereH NBS1/nibrin 8921
Tabn. 2. XAPAKTEPHBIE MHOEKLIMOHHBIE NMPOSABNEHNA NEPBUYHBIX MMMYHOLEDULUTOB
XapakTe- KombuHupoBaHHble gﬁ(?_l”e“:zz'l:;;se””o darouutapHble HedekTsl
pucTrKa UMMYHOAEeULNTBI nedeKTy AedeKTbl KOMMNremMeHTa
Bospact PaHHee Hauano, Havano nocne Toro, PaHHee Hayano B nto6om Bo3pacte
Havana 06bl4HO 1-3 mecsUbI KaK MaTtepuHckue
WHpeKumn XKU3HU aHTuTena
CHWXatTCcsl, 0ObIYHO
5-7 MecsUbl XXU3HW.
CnekTtp Baktepuu: Te xe, 4TO BakTepuu: BakTepuu: BakTtepuu:
naToreHoB 1 Npu B-KNeTouHbIX+ streptococci, staphylococci, Neisseria
MukobakTepun staphylococci, Pseudomonas Escherichia coli
Bupycbi: CMV, EBV, Haemophilus, Serratia,
repnec, aHTepoBupycel | Campilobacter Klebsiella,
Mpunbbl n napasnTbl: Bupychi: Salmonella
KaHaunaa, SHTEPOBMPYChI [pnbbl 1 Napas3TnTbI:
Kpuntocrnopvuamu, MapasnThbi: Candida,
ONMNOPTYHUCTUYECKME giardia lablia Nocardia,
UHdEKUNM, Aspergillus
Pneumocystis carinii
MopaxeHHble OtcraBaHve B [MoBTOpHbLIE ["HOMHbIE MHpeKunn MeHuHrUT.
opraHbl duanyeckom WHpekummn KOXMW. [MoBTOpHbLIE MHDEKLUN
pasBuTum, pecnupaTopHoro n "HOMHbIN pecnupaTopHoro
nopaxeHue nerkux, Xernyao4Ho- nuMmdageHnT. TpakTa.
aviapesi, kKaHaMnos KWLLEeYHOro TpakToB, | MepnaoHTuT,
KOXW W CIN3NCTbIX OHTEPOBMPYCHBIN A3BEHHbI CTOMAaTUT.
SHUedanut Abcuecchl.
OcTteommenur.
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Tabn. 3. HEMHOEKLMOHHBIE NMPOSBNEHNA NEPBUYHBIX UMMYHOLEDULINTOB

[MposiBneHus

MiMMyHoaednumTbI

'Mnonnasnsa NMM@ONAHON TKaHW

AFaMMaFJ'IoﬁyJ'IVIHeMVIFl, TAXenad KOM6I/IHI/IpOBaHHaF| MMMYHHasA
HeJoCTaToO4YHOCTb (06LWwan BapnabenbHas UMMYHHAs HE4OCTAaTOYHOCTb,
cMHApoM Hunmeren)*

M'Mnepnnasua numdonagHon TkaHn

AyTOUMMYHHBIV numdonponudepaTnBHbI cuHapoMm, rnep IgM -
cvMHOpom, obuas BaprabenbHas MMMyHHas HE4OCTaTOYHOCTb
(CvHgpom Huiimeren)*

JlenkoneHus, numdoneHns

Taxenas KOM6I/IHI/IpOBaHHaﬂ MMMYHHaA HegoCTaTO4YHOCTb

HentponeHus ArammarnobynuHemus, obwasa BapmabensHas UMMyHHas
He[oCTaTo4HOCTh, runep IgM-cuHapom, cuiapomM HulimereH,
ayTOMMMYHHbIV nuMdonponMdepaTMBHbIA CUHAPOM (CUHOPOM
Buckotta-Ongpnya)*

TpombouunToneHus Cungpom BuckoTta-Ongpuya, obwasa BapmabensHag MMMyHHas

He[oCTaTo4HOCTh, runep IgM-cuHapom, cuiapom HulimereH,
ayTOMMMYHHbIN NMdonponudepaTUBHbLIN CUHAPOM

[emonuTuyeckas aHemusi

O6wwas BaprabenbHaa MIMMYyHHas He[oCTaTOYHOCTb, rinep IgM-
CUHOPOM, CUHAPOM HuimereH, ayToOMMMYHHbIN
numdonponugepaTMBHbIN CUHOPOM

ApTput

ArammarnobynuHemus, obwasa BapmabensHas UMMyHHas
HeAoCTaTovHOCTh, runep IgM-cuHapom, cuiapomM HulimereH,
ayTOMMMYHHbLIN NMdonponudepaTUBHbLIN CUHAPOM, CUHAPOM
Buckotta-Ongpuya

momepynoHedpuT, MMO3NT, CKNepeaema,
ayTouMMyHHbI renatut, HAK, 6onesHb
KpoHa v ap.

ArammarnobynuHemus, obwasa BapmabensHas UMMyHHas
HeAoCTaTovHOCTh, runep IgM-cuHapom, cuiapom HulimereH,
ayTOMMMYHHbLIN NuMdonponudepaTUBHbLIN CUHAPOM, CUHAPOM
Buckotta-Ongpuya

- BCTPE4aeTCs y OTAENbHbIX 60NbHbIX

Jleuenne. Criertupraeckoro MeTo1a iedeHNs ceek-
TUBHOW HeZlocTaTouHoCcTH IgA He cymecTByert. Jleuenne
AJJIEPTUUECKUX U ayTOUMMYHHBIX 3a00JIeBaHuil y T1a-
eHToB ¢ CHIgA He orymyaeTcst OT TakOBBIX Y 00JIb-
HBIX 6e3 9TOoro nMMyHoAeduInTa. BOJBHBIM IPOTHBO-
[OKa3aHbl TIpenapaThl UMMYHOTJIOOYJINHOB, COAEpPIKa-
nye ke He3HAUNTeIbHbIe KormaecTBa [gA.

NMmMyHomedMUMTLI CO 3HAYUTENBHBIM HApYLLEHNEM
NPOMYKLAN aHTUTEN

ArammarniodynmHemus ¢ AeuLMTOM B-kneTok

ArammariobyanHemMus ¢ geuIuToM B-KJIeTok
(ATT) - Tunmunerit npumep peduinra antutes. Pazmm-
yaioT /1Be hopma AIT - X-cremrennyio (Bosesus bpy-
TOHA) W Ay TOCOMHO-PENECCUBHYIO.

Monekyasipubiii nedexr. X-cierniennas ¢hopma
pasBuWBaeTcs u3-3a Aedekra rena B-KiaeTouHoi THPO-
suakrHasbl (btk), a ayrocomHo-perieccuBHbie GOPMBI
PasBWBAIOTCS B pe3yJibTaTe MyTaIluil MOJIEKYJI Tipe-B-
KJIETOYHOTO perientopa (Tskesoi L-meru, A9, VpreB |
Iga), BLNK u LRRCS. BoilieykasaHHble MyTalll{ [IPU-
BOJIAT K 33JIePKKe co3peBanus B-KieTok Ha ypoBHe
npe-B-aumdoruTos.

Kpurepuem nuarnosa siBJistioTcst CHYKEHUE KOHTICH-
tparmu cbiBoporounoro IgG menee 200 Mr% 1ipu oty T-
creuu IgA u IgM u nupkynupylomux B-kietok
(CD19") menee 2%.

Kiunuyeckue nposiBjaeHus: MoBTOPHbIE GaKTepu-
aslbHble MHQEKIINN PeCcpaTopHoro Tpakra (OpOHXHU-

TBI, THEBMOHWW, CHHYCHUTbI, THOWHBIE OTHUTBHI ), KEJTy10U-
HO-KUTIIEYHOTO TPakTa (9HTEPOKOJUTHI ), Peske — KOXKU.
BompHbIE OTIMYAIOTCST BBICOKOW UyBCTBUTETBHOCTHIO K
SHTEPOBUPYCAM, KOTOPbBIE MOTYT BBI3BIBATH Y HUX TsKE-
Jiple MeHUHTO9HTIedanuThl. [Ipuposaa ckireponepmo- n
JIEPMATOMUO3UTOITOZ0OHOTO CHHAPOMOB HEIOCTATOUHO
BBISICHEHA, BEPOsITHEE BCETO OHU MMEIOT SHTEPOBUPYC-
HYTO 3THOJIOTHI0. XapaKTepHa TUTOIIa3ns TUMMOY3II0B
1 MUH/IQJIVH, HEPEJIKO BCTPEUYAlOTCs HapyIIeHus Kpo-
BETBOPEHUS B BUJIC arPaHyJIONUTO3a M Ay TOUMMYHHbIE
paccTpolicTBa B BU/ie peBMAaTOMIHOTO apTPUTA.

Obuas BapnabesbHas IMMYHHAs! HEAOCTATOYHOCTb

Tepmun «Ob1as BaprabesbHast UMMYHHas HEJO-
crarounocTh» (Common Variable Immunodeficiency -
CVID) ucnosnb3yercs [l ONUCAHNS TPYIIIDL ellle He
mddepeHITPOBaHHBIX CHHAPOMOB. Bee oHM XapakTe-
pu3yIoTCs eeKToM CHHTe3a aHTHUTeJl. PacipocTpaHeH-
Hoctb CVID Bapsupyet ot 1:50 000 mo 1:200 000.

CVID ornecena sxcrepramu BO3 B rpynity uMmy-
HOZe(DUTNTOB C TPEeNMYTIeCTBEHHBIM HapYIIeHNEM aH-
TUTEJIOTeHe3a, OTHAKO, BBISIBIEHO MHOTO M3MEHEHUIT CO
CTOPOHBI KOJTHYECTBA, COOTHOTIIEHSI OCHOBHBIX CYOTIO-
myssuit u dymkiwii T-mimborros. Takim o6pasom,
CHIKEHUE TTPOYKITNN UMMYHOTTOOYIHHOB CBSA3AHO C
HapyTieHneM T-KIeTOUHOH Peryssiun X CHHTEe3a, TO
ectb CVID gpisiercst KOMOMHUPOBAHHBIM UMMYHOJIE-
dumurom.

Kpurepuu quarnosa. 3uaunrenbHoe cHkente (6o-
see 2 SD ot MenaHbl) TPeEX, peske IByX OCHOBHBIX U30-
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turmos nmmyHormobyaunos (IgA, IgG, IgM), cymmap-
Hasg KoHIeHTparus Mmenee 300 Mr /7171, OTCyTCTBHUE M30-
reMarrJIIOTUHUHOB U/WJIN TIJIOXOW OTBET HAa BaKI[UHBL
VY GosbiinHCTBa GOJIBHBIX KOJIUYECTBO IUPKYJIHPYIO-
nwx B-kmeroxk (CD19") — mopmasbhno. Havamo mvmy-
HONe(DUIINTA, KaK TIPABIJIO, B BO3pacTe cTapiie 2 JeT.
Jlpyrue, XOpoIIo U3BECTHBIE TPUIYMHBI araMMario0yIu-
HEMUU JOJIKHbI ObITH UCKJTIOUEHBL.

Kmnuyeckue nposiBienus. Tax jke, Kak U TIPU BCexX
MEPBUYHBIX UMMYHO/IE(DUITUTAX C TTOPAKEHUEM TyMO-
PaAJIBHOTO 3B€HA NMMYHUTETA, OCHOBHBIMHU KJIUHUYEC-
KuME cuMnToMamu y 601bHerx CVID sABASIOTCS TI0-
BTOPHbBIE WHMEKIUHI PECITUPATOPHOTO U XKETYyIOTHO-
KHIIeYHOTO TpakToB. Kak 1 npu araMMarsio0yimHeMuH,
Y HEKOTOPBIX GOJBHBIX OTMEUAIOTCS SHTEPOBUPYCHBIE
MH(EKITNHN ¢ pa3BUTHEM MEHUHTOIHITe(hATNTA 1 IPYTUX
MIPOSIBJICHWH, BKJIIOYAST CKIEPOJIEPMO- U JIEPMAaTOMKO-
3uTonono6HbIN cuapombl. [amuenter ¢ CVID B BbICO-
KOW CTETIeHN TIPEPACTIONOKEHBI K JKETYI0THO-KUTITeY -
HBIM 3200JIEBAaHUSIM, YaCTO BTOPHYHBIM 110 OTHOIIECHHIO
K xpoHnueckoil undeknnn Giardia lamblia.

Cpemn 60sbHBIX ¢ CVID HE0OBIYHO BBICOKA YaCTO-
Ta JIUM(DOPETUKYJISPHBIX U JKETYI0UHO-KUTIIETHBIX 3710~
KaveCcTBEeHHBIX omyxoJelt. JIlumdonpomndepanns vac-
TO OOHapyKuBaeTcs Npu ocMoTpe. B otnmume ot X-
CIIETUIEHHOI araMMario0yJInHEMIH, Y TPETH OOIbHBIX
¢ CVID otmeuaercst crismeHoMeramust u/mian quddys-
Hast inMpanenonaTust. BerpedaioTest Heka3zeo3HbIe rpa-
HYJIEMBI, HATTOMUHAIOIIHE TAaKOBBIE MTPU CAPKOUI03€, 1
BBIPA)KEHHAsT He3JI0KauecTBeHHast JuMbonposndepa-
1ust. ManbabeopOius ¢ morepei Beca, Auapeei u Taku-
MU COIYTCTBYIONIMMHU U3MEHEHUSAMM, KaK THIIOAIb0Y-
MUHEMUs, JeGUIUT BUTAMUHOB U JIPYTHE CUMIITOMBI
CXOJIHBI C TIPOSIBJICHUSIMU CIIPY. ATJIIOTEHOBAsT ueTa
MOKeT ObITh HeahPeKTUBHON. XPOHUYECKHE BOCTIAJIN-
TeJIbHbIE 3a00JIeBaHsI KUIeYHHKa (HecTenuuecKnit
SI3BEHHBIN KOTUT 1 60J1e3Hb KpoHa) BeTpevaroTes ¢ 1mo-
BeITIeHHOM YactoToi. [larmentsr ¢ CVID moaBep:kens
Pa3TMYHBIM 2y TOMMMYHHBIM HAPYTIICHHSIM B BUJIE TEMO-
ATOTNIeHNH (MTePHUTIMO3HON aHEMUH, TEMOJTUTUIECKOHN
AHEeMUH, TPOMOOIUTONEHUH, HETPOTIEHIH ) M apTPUTA.

Mvnep-lgM cuHgpom

CHHIPOM TIPE/ICTABIISIET TPYIIY OTAETBHBIX 3260-
JIEBAHUI CO CXOMHBIMYM KIWMHUYECKUMU (M (HeHOTUTTH-
yecKUMN ) TiposiBaieHusMI. B 70% ciryuasix 3abosieBaHue
HacJseryeTcst X-CIenJIeHHO, B OCTATBHBIX — Ay TOCOMHO-
PeIlecCUBHO.

Mouekyasipabie aedexrbl. [eHernueckuii gedekr, 06-
HapykeHHBIH Tpu X-cierierHoir ¢popme Hyper [gM
syndrome 1 (HIGM1), 3akiouaercst B HAIMUUK MyTa-
nun B rene CD40-mmrana, akcpeccupyiomnierocst Ha
akTUBUPOBaHHBIX T-muMdonnTax. Bzaumoneiictsuie
CD40-nuranga va T-kaetkax u perientopa CD40 na B-
JuM@oITax HeoOX0IUMO JIJIST OCYIIECTBICHHS Tepe-

KJIIOYEHUS CUHTE3a U30TUIIOB MMMYHOTJIOOYIMHOB.
[pyras criersiennas ¢ mosoMm opma rurep [gM cuap-
pOMa Pa3BUBAETCS BCJENCTBUE MYTAIUU U feduiuTa
Moayastopa Hykaeapaoro dakropa kB (NEMO). Ber-
SIBJIEHO TP TEHETUYECKNX JiepeKrTa, TPUBOASIINX K Pas3-
BUTHIO ayTOCOMHO-PEIECCUBHBIX (hOPM 3a00/I€BaAHNUS -
NeUIAT aKTUBAITMOHHO-MHIYITAPOBAHHON IUTUINH-
neamunasel - HIGM2, n gedunmt monexymasr CD40 -
HIGMS3, nedunut N-ypanur riaimKo3nIasbl.

Kpurepun nuarnosa. OCHOBHBIM KPUTEPUEM JTHAT-
Hosa rutiep 1gM - cunpoMa saBIIsIeTCST pe3koe CHUXKe-
HUe KOHTIeHTpaInii cbiBopoTouHbix [gG u [gA ipu HOp-
MaJIbHOM WJIN BBICOKOM coziep;kannn [gM. KommuectBo
nupkyaupyomux B-kirerox (CD19") - HopmasibHO.

Kaunnueckue nposiBienusi ['nmep-IgM cunnpom
XapaKTePU3yeTcsi MOBTOPHBIMU UHQEKITUSIMU, Ay TOUM-
MYHHBIMU PACCTPOMCTBAMU, BBICOKON YaCTOTOW OHKO-
JIOTUYIECKIX OCJIOKHEHU ¥ TEMATOJIOTMUECKUMU Hapy-
menusmMu. Ha mepBoM mMecTe cTOST OpakeHUsT pectu-
PaTOPHOTO TPAKTa, IPE/ICTABJIEHHbIE CHHYCHTaMU, GPOH-
XUTaMU W TTHEBMOHUSIMHI. TaK Kak pu 3Toit (hopme nM-
MyHOJIe(OUTTUTA CYNIECTBEHHO CTPAAET HJIUMITHATIIUS
BHYPTUKJIETOYHBIX MATOTEHOB, TSKEJbIE MOPaKEHUS
JIETKUX BBI3BIBAIOTCST Pneumocyctis carini, a >kesysod-
HO-KWIIEYHOTO TpakTa - KpunTtocnopuansamu. Cepbes-
HyI0 TpobJiemy 1ipH rumnep-IgM cuHIpoMe npeacTaBis-
10T TaCTPOHTEPOJOTHIecKue HapyieHus. Kpunrtocro-
PUNO3 SBJIIETCS OHON U3 TIPUYIH HeaJIeKBAaTHOTO BOC-
TTAJINTEJIbHOTO OTBETA C PAa3BUTHEM SI3BEHHOTO TTopaske-
HUS JKeJTyZI0UHO-KUTIEYHOTO TPaKTa U CKIEPO3UPYIO-
mero xosauruTa. [lammentst ¢ tunep-1gM cuapOMOM,
TaKKe Kak U ¢ APYruMu opMaMil araMMarjao0yinHe-
MU BBICOKOUYBCTBUTEIBHBI K SHTEPOBUPYCHBIM JHIIE-
damuram.

VY Beex 6osbHbIX ¢ HIGM1 BBIABIAIOTCS T WK
WHBIE TEMATOJIOTHIYECKIE HAPYTIEHWS (TeMOJIUTHIECKAsT
aHeMUs, HeUTPOIIEHUsT, TPOMOOIIMTOIICHHUST) U ayTOMM-
MYHHBIE PACCTPONCTBA, TAKUE KaK CEePOHETATUBHBIMI
apTpuT, TJIOMepPyI0HeDPUT.

Co cToponb! TMMMONTHON TKAaHN XapaKTepHbI HOP-
MaJIbHbIE Pa3Mepbl WIW TUTIEPIIas3us JTUM(POY3JI0B U
MUHJIQJIUH, HEPEIKO BBISBJSETCS TeraTocrjieHoMera-
s,

Cvhapom HuiimereH

Cunzpom Hwiimeren xapakTepnuayercs: HaTMUYNEeM
y GOJIBHBIX MUKPOIIehaIny, XapaKTePHbBIX YepPT JIUIa 1
UMMYyHOeUTIITA.

MosekyaspHblii eeKT 3aKTI0UaeTCS B MyTaIllUN
rera NBS1, kopupytomiero 6enok HuOpus. HuGpuH mpu-
HUMAaeT yJacTue B BOCCTAHOBJICHWH JBYHUTEBBIX Pa3-
poisoB JITHK. [Teduniur HuGprHa MPUBOAUT K TIOSBJIE-
HUIO XPOMOCOMHBIX ab0epalinii U pa3BUTHIO KOMOUHU-
POBAaHHOTO MMMYHOIePUTINTA, XapaKTePU3YONerocs
HapytmeHneM GpyHKIWH T-KIeToK 1 CHUKEHUEM CUHTe-
32 UMMYHOTJI00YIMHOB. KOHIIEHTpaIiK ChIBOPOTOYHBIX
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UMMYHOIJIOOYJIMHOB y GOJIBHBIX ¢ cuHapoMoM Huiime-
reH KOJIeOTI0TCsT OT CyOHOPMAJIbHBIX 3HAYEHHUI 10 araM-
Marmobymunemun. Hapyiena mpoay kst crieruduaec-
KUX aHTHTEJI.

Kaunnyeckue nposiBaenusi. Y GobImmHcTBa 60TDb-
HBIX PAaBUBAIOTCS PA3JInYHble WH(PEKITMOHHBIE OCTIOXK-
HeHns, cxoaable ¢ TakoBbiMu 1Tpu CVID n rumeplgM -
cuHIpOMe. 3TT0KaYeCTBEHHbIE HOBOOOPA30BAHMST BCTPE-
Jaf0TCs C 0U€Hb BBICOKOI YaCTOTO.

JleyeHune VIMMyHO,U,e(bI/ILlI/ITOB CO 3Ha41TeJIbHbIM Hapy-

LIeHneM npoaykKunn aHTuTen

Jleuenne Bcex GopM araMMarjo0yIMHEMITH OCHOBBI-
BaeTCs Ha 3aMECTUTENILHOW TE€Paruy TperapaTaMu M-
MYHOTJIO0YJIMHOB JIJIst BHYTPUBEHHOTO BBEJICHUS B CO-
yeTaHUH ¢ aHTHGAKTEPUATIBHO Teparneil. 3aMecTHTe b
Hasl Teparvs perapaTaMi BHYy TPUBEHHOTO MMM YHOTJIO-
GyJIHA HAUMHAETCSI C MOMEHTA YCTAHOBJIEH S [HarHo3a
n ipoBojuTest 1 pa3 B 3-4 Henmenmn nmokn3HeHHo. B Hava-
Jie JIGYEeHUsT UJIH TTPU 060CTPEeHIE MH(BEKITUH TIPOBOANT-
cs Teparnus HachieHus - 1-1,5 r/kr Maccsl Tesia 60JIbHO-
TO B MeCSII, TTO/IePKUBAIONIas /103a coctasiser - 0,3-
0,5 t/kr 1 pa3 B 3-4 Hemem. Llenb 3aMecTuTeTbHOM Tepa-
MUY — JIOCTVZKEHWE MpeTpanchysnonnoro yposus IgG B
CBIBOPOTKE KPOBH GOMLHOTO > 500 Mr/ 1.

Il npodunakTuku GakTepranibHbIX WHOEKITUI
Ha3HAYaeTCsI TTOCTOSTHHASI TePanusl TPUMETOPUMOM-
CyJIb(POMETOKCA30JI0M B BO3PACTHON /103€ W KOMOU-
HaIMel TPUMETOTTPUMOMA-CYTb(hOMETOKCA30JIa C TUTI-
POMIOKCAIMHOM WJIM KJIAPUTPOMUITTHOM, YTO MTO3BO-
JISIeT 3HAUYNTETBHO YMEHBIIUTD YacTOTY U TSIKECTh pe-
ITUTUBOB.

[Tpu paurenbHOI aHTHOAKTEPUATBHON Tepanuu
KpaiiHe pPeko BOZHUKAIOT 060UHbIE 3((EKTHI, KOTO-
pbI€ TIPOXO/JISIT TIPU CMEHE TIperapara.

[Tpu obocTpeHnsIX GakTepUaIbHOM HHPEKIINU TPO-
BOJIUTCSI lTApEHTepaIbHAsA aHTHOAKTepUAIbHAST TEPATTHS
aHTUOMOTHKAMI IITUPOKOTO CIIEKTPa IeHCTBUST; IJIsT Jie-
YeHU JIIMOJI03a - METPOHUIIA30JI0M.

[TpoTHBOBUPYCHBIE U TIPOTHBOTPUOKOBBIE TIperapa-
To1 mpuMendioT pu CVID n runep IgM cuanpome, cnn-
npome Huiimeren MmocTOSTHHO WM MHTEPMUTHPYIOTIH-
MU KypcamMu, B 3aBUCUMOCTHU OT TSIKECTH TEUEHUS CO-
OTBETCTBYIOIINX WHQEKITHI.

Jlst Tepanmy TeMONUTOTIEHUIA TIPUMEHSTIOT TJTIOKO-
KOPTUKOU/IBI, TIPU UX HEeIPHEKTUBHOCTH BO3ZMOKHA
CTITEHAKTOMMUS, TOKA3aHO TPUMEHEHNE POCTOBBIX (haK-
TOPOB (HEHTIOTEeH, TPAHOIINT).

B cryuae pazButum sHTEPOBUPYCHOTO SHIIE(hATUTA
MOKA3aHOo TIPOBe/ieHne 3-4 KypCOB BBICOKOI030BOI Te-
pany BHYTPUBEHHBIM UMMYHOTJIOOYJIUHOM: 2 T/KT
Macchl Tera 60IbHOTO B Tevenne 2-3 ameit. Kypenr BoI-
COKOJI030BOII Tepanuu poBoasT 1 pas B 5-7 nHel B Te-
yenue 1-2 mecsares.

BaxiiHarust 60JIbHBIX ¢ HAPYIIEHUSIMU TIPOYKIHH
antures HeaddekrrBHa. [IpoTrBoMOKazana KuBas Mo-

JIMOBAKIIMHA B CBS3M C BBICOKON UYBCTBUTEIBHOCTHIO
GOJIbHBIX K 9HTEpOBHPYcaM. IIpu KoHTaKTe ¢ OOJIbHBI-
MU OCTPO3apasHbIMU MHQPEKIUOHHBIMU 3a001eBaHIA-
MM TIOKa3aHO IOTTOTHUTETbHOE BHEOUEPETHOE BBEICHIE
BHYTPUBEHHOTO HMMYHOTJIO0YJIMHA.

B c¢Bs31 ¢ HEOIArOnpPUATHBIM ITPOTHO30M 3200J1€Ba-
Hus ipu X-criersieHHoM rutiep IgM cunapome mokasa-
Ha TpaHCTIIAaHTAIMs KOcTHOTO Mo3Ta oT HLA-uaenTny-
HOTO JIOHOHpA.

Cunapom Buckotta-Onpgpuya

Cunapom Buckorra-Omnapuua (Wiskott-Aldroch
Syndrome — WAS) - 510 X-cIielIeHHOE HaCIeACTBEH-
Hoe 3a60JIeBaHNe, XapaKTepusyoleecss KOMOMHUPOBaH-
HBIM UMMYHOEeMDUIUTOM, COUETAaHHBIM ¢ TPOMOOIIUTO-
TeHNel U 9K3eMOI.

Mounexyasipusiii nedexr. WAS pazBuBaetcs B pe-
syJbraTe MyTanuu reia WASP, koqupyoliero 6eok
WASP, xoTopbrii mprHUMaeT ydyacTue B MOJUMeEPHU3a-
UK akTuHa U (popMupoBanum nutTockemera. OTcyT-
creue 6eaka WASP B sumdorurax u TpoMOoIiuTax
GOJIBHBIX MPUBOANT K PAsBUTHIO TPOMOOIUTONCHNH,
HapymieHnto GyHKIUN T-KIeTOK 1 perysii CHHTe3a
AHTHUTE.

Kpurepuu auarnosa: TpoMOOIMTONEHUSI B COUETa-
HUU C 9K3E€MOI Y MJIAJIEHIIEB MYKCKOTO TM0J1a, YMEHb-
IeHKe PasMePOB TPOMOOIIMTOB, HAJUYUE CEMEHHOTO
aHaMHe3a.

Nmmynonorndeckne namenenns mpu WAS mipes-
CTaBJIeHBI TUMGOITeHNElH, B OCHOBHOM 3a c4eT T-mmM-
oruToB: cHKeHNEM (DYHKITMOHAIBHOW aKTUBHOCTH
T-kJyeToK, mepBoHAYATLHO HOPMAJIbHBII YPOBEHD ChIBO-
POTOYHBIX MMMYHOTJIOOYJIMHOB 3aT€M MPOrPECCUBHO
cHMIKaeTcs (B iepByto ouepesib 3a cueT IgM), napymie-
Ha TIPOYKIMSA aHTUTEJ, OCOOEHHO K MMOJMCAaXapUIHBIM
AHTUTEHAM.

KnuHuyeckue nposiBjieHus: B BUjie TeMopparuyiec-
KOTO CWHIpOMa (HEPEKO OYEHD TSIZKEJOTO), IK3EMbI U
MOBTOPHBIX, KaK TIPABUJIO, HEOOBIYHBIX (TSIKEJBIX Tep-
MeTUYeCKNX MHMEKIN, THEBMOTIMCTHBIX TTHEBMOHUI )
U IJIOXO TIOIATONINXCST Teparuu GaKTepUaibHbIX HH-
dexmmit, HaUNHATOTCS B MJIAIeHIECKOM WU PaHHEM JI€T-
ckoM BospacTe. KpoMme mHMEKITMOHHBIX MPOSBICHUH,
BO3MOJKHO Pa3BUTHE ayTOMMMYHHBIX PACCTPONCTB B
BH/Ie TIOMepyJaoHepPUTa, UMMYHHON HEHTPOIIEHU.

VY 6osbHbIX ¢ WAS MOBBIIIIEH PUCK PasBUTHS 3710~
KaueCTBEHHbBIX HOBOOOPA3OBAHUIA.

Jleyenue. EAMHCTBEHHBIM METOOM U3JIEUEHUS
6osbHBIX ¢ WAS sIBJIIeTCS TPaHCITAHTAIIMST KOCTHO-
ro mosra (TKM) or HLA-unentnunoro nonopa. [lpn
oTcytcTBUM Bo3dMokHocTH TKM mokaszano mposere-
HUE CIJICHIKTOMUH, TaK KaK 9TO TMPUBOAUT K 3HAUYU-
TEJTLHOMY YMEHBITEHUIO TEMOPPATnIeCcKoro CHHAPOMA.
[Tocote crteHSKTOMUU HEOGXOAMMA TIOCTOSTHHAS Tepa-
IS TIPOTUBOITHEBMOKOKKOBBIMU aHTHOMOTHKAMY (aH-
THOMOTUKY TTEHUIUJIIMHOBOTO Psjla, Hanpumep Ou-
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nnimnH). [Hammentsr ¢ WAS nyxmatoTcsa B peryJisp-
HOU 3aMECTUTETHbHOM TeparTuy BHYTPUBEHHBIM UMMY -
HOTJIOOYJIMHOM, TIOCTOSTHHON TIPOGUITaAKTHYECKON aH-
THOAKTEPUATBHON (TPUMETOTPUM-CYIb(haMeToKca-
30J1), TPOTUBOBUPYCHOH (QIMKJIOBUP B MO/IEPKUBA-
TOTIelt 103e) 1 TPOTHBOTPUOKOBOH (hIyKOHa30T MK
MTPaKOHAa30J1) Tepanui. /L1 ieueHnst oCcTPhIX NHpEK-
NI TPOBOAMTCS COOTBETCTBYIONIAS MHTEHCUBHAS aH-
TUMUKPOOHAS TeParis, TOTIOJTHUTENbHBIE BBEIEHNUST
UMMYHOTTOOYTMHA.

Jl1s1 edeHnsT ayTOMMYHHBIX PacCTPOICTB MCIOJb-
3YIOTCSI TJIIOKOKOPTUKOW/IBI, A3aTHOTIPIH, ITUKJIOCTIOPUH
A. Heo6xonmMa cMIITOMATIYECKAsT TEPATTHST 9K3EMBI 1
NPYTUX aJJIePTHIecKX 3a60TeBaHmii.

[MepenuBafusa TPOMOOTIUTOB MPOBOASITCS TOTHKO
JUUIST KyTTUPOBAHUST TSIKETBIX KPOBOTEUEHUH TP Head-
(bexTMBHOCTN IPYTUX METO/IOB TEPATIH.

BosmoskHa BakIIMHAINS THAKTHBUPOBAHHBIMH BaK-
IITHAMY ¥ aHATOKCHHAMTL.

Arakcws-TeneaHrnakrasms

Araxcus-reneanruaxrasus (A-T) - cungpom Jlyu-
bBap, 3TO CMHAPOM C ayTOCOMHO-PEIIECCUBHBIM TUTIOM
HacJe[0BaHus, XapaKTepU3yIOMIMIIcs IPorpeccupylo-
el MO3:KeuYKOBO aTaKchel, MOsIBIeHNeM MeJIKUX Te-
JIEAHTUIKTA3MT, 0COOEHHO Ha Gy THOAPHBIX KOHBIOHKTH-
BaX U KOMOMHUPOBAaHHBIM UMMYHOAE(DHUIIUTOM, TPUBO-
JSIIUM K TSDKETBIM OaKTepuaibHbIM MHMEKINAM pec-
MUPATOPHOTO TPAKTA U TIOBBITIIEHHON YaCTOTE PA3BUTHS
3JI0KAYEeCTBEHHBIX HOBOOOPA3OBaHMIA.

Mosekyasipusiii nedexrt: mytanuu rena ATM, Ko-
JPYIONIEro 6eJIOK, y9acTBYIOIIUI B Perapainu AByX-
nerouevHbIX pa3perBoB [|HK u perysinmm kiretounoro
IUKJIA.

Kpurepun auarnosa. Covyeranne MO3:KE€UKOBOH
ATAKCUU C KOHIOHKTUBAJIbHBIMU TEJICAHTUIKTAZUSIMU 1
MTOBBINIIEHHBIM YPOBHEM alibda-(eTonpoTenHa.

XapakTepHbIMU UMMYHOJIOTHYECKUMH U3MEHEHMSI-
M1 Y 6OTBHBIX ¢ A-T SIBASIOTCS HAPYTTEHHST KIETOUHO-
rO UMMYHUTETA B BUJI€ CHUKEHUS KosmuecTBa T-yuM-
doruros, maBepcun coorHorrenus CD4"/CD8" u hyn-
KIIMOHANBbHON akTUBHOCTU T-kseTok. CO CTOPOHBI
KOHI[EHTPAIUH CHIBOPOTOUHBIX MMMYHOTIJIOOYIUHOB
HanGoJiee XapaKTePHBIMI U3MEHEHUSAMHU SIBJISTFOTCS CHI-
sxenue nian orcyrersue IgA, 1gG2, IgG4 u IgE, pexe
BBISIBJISIIOTCST KOHI[EHTPAIIMU UMMYHOTJIO0YJINHOB,
6/iM3KMEe K HOPME MU JUCUMMYHOTJIOOYJIMHEMUN B
Bujie peskoro cumskenus IgA, IgG, IgE n snaunrtesnbHo-
ro noBermenus [gM. XapakTepHo HapylieHue aHTUTe-
71006pa30BaHyst B OTBET Ha TOJUCAXAPHUIHDIE U HETKO-
BbIC AHTUTEHBI.

Kiaunuyeckue mposiBIeHUS MOTYT CYIIECTBEHHO
OTJIMYAThCS Y PasHbIX GosbHBIX. [Iporpeccupyromnias
MO33KEYKOBas aTaKCUd U TeJeaHTMIKTa3uu (Kak BUIHO
13 KPUTEPHEB IMarHO3a) MPUCYTCTBYET y BeeX. CKIOH-
HOCTh K MHMEKIUAM KOJIeOJIETCs OT 0YeHb BbIPAsKEH-

woit (kak ipu CVID u runep IgM - cunnpome) 1o Bech-
Ma ymepeHHOI. OueHb BBICOKA YaCTOTA PA3BUTHS 3710~
Ka4eCTBEHHbBIX HOBOOOPA30OBaHUIA.

Jleuenne. MetosioB nsineuenns A-T 1o HacTodIero
BpeMeHH He paspabotaHo. BoJibHble HYKIAOTCS B T1aJI-
JINATUBHON Tepariiyi HEBPOJOTUYECKUX paccTpoiicTB. B
CJTyJae BBISIBJIEHUST CEPbE3HBIX UMMYHOJIOTMIECKUX W3-
MEHEHUN W/UJTM XPOHUYECKUX WUJIU PEITUIUBUPYIONIUX
GakrepuanbHbIX MH(PEKINHI ToKaszaHa aHTHOAKTEePUAIb-
Hag Tepanus (JUTUTEJIbHOCTD OTPEIESIeTCs TSXKECThIO
nMMyHoehuIInTa M MTHDEKITNN ), 3aMecTUTeThHAas Tepa-
¥ BHY TPUBEHHBIM HMMYHOTJIOOYIMHOM, 10 TIOKa3aHH-
SIM - TPOTUBOTPUOKOBAsT ¥ TIPOTHBOBUPYCHAST TEPATTHSI.

Taxenas KOM6I/IHVIDOBaHHa‘iI MMMYHHad

HeOoCTaTO4HOCTb

Tsxenble KOMOUHUPOBAHHBIE UMMYHOIEDUITITHI
SIBJISTIOTCST IOCTATOYHO YaCTBIMU CPeid BeeX (hOpPM UM-
MYHHOH HEJIOCTATOYHOCTH U 110 IAHHBIM PETHUCTPOB €B-
POIIENCKUX CTPaH, TJie XOPOIIO Pa3BUTA UX PAHHSS TU-
arHOCTHKa, COCTaBJsIOT 10 40% 0T 00111ero uncia mep-
BUYHBIX IMMYHO/IC(OUTTUTOB.

Cy1iecTByeT HECKOBKO (OPM TSKEJOH KOMOMHU-
pPOBaHHON MMMYHHOI HepocTaTouHocTu (Severe
Combined Immunodeficiency - SCID), umerorux pas-
JIMUHYIO TeHeTHYecKyto mpupoay (tab.1).

Kpurepuu nuarHosa HECKOJIBKO OTIMYAIOTCS TTPU
pasAnYHBIX (opMax, OJHAKO OOIMMHU MPU3HAKAMU
GOJIBIIMHCTBA W3 HUX SBJISIOTCS: THITOILTa3ust TUMpO-
uaHo# TKanu, uMdonenus, cumkenrne CD3" aumdo-
IIUTOB, CHW)KEHUE KOHIIEHTPAIIUI CHIBOPOTOYHBIX M-
MYHOTJIOOYJITHOB, PaHHEE HauaJIo TSAKEIbIX MHMEKITHIL.

Kaunnueckue npossaenus. /s 6obubix ¢ SCID
XapaKTePHO PaHHee, B TIEPBbIe HEEJN U MECSIIbI JKU3-
HU, HaYaJI0 KJIMHUYECKUX TIPOSIBJICHUN 3a00/eBaHIs B
BHUJIE YIIOPHOH Jrapen, GakTepradbHbIX U IPUOKOBBIX
WHOEKINH KOKU 1 CIAU3UCTBIX, TTPOTPECCUPYIOTIETO
MOPaKEHUS PECTUPATOPHOTO TPAKTA, THEBMOITUCTHBIX
TTHEBMOHWH, BUPYCHBIX WHMEKIINH, TUTIONJIA3UN JTUM-
(onnnoit Tkann. Xapakrtepro pazsutue bI[JKuTa moc-
sie mpuBuBKKA. Ha done Tsxempix nabexImii pa3BuBa-
€Tcs OTCTaBaHue B (GU3NIECKOM U MOTOPHOM Pa3BUTHH.

Jleuenue. ExuncreHHbM criocoboM sedernst SCID
aprsiercst TKM. 3amecturtesibHast Teparist BHYTPUBEHHBI-
MH IMMYHOTJIOOYJIMHAMU, MHTEHCHBHAs aHTHOAKTepHaITh-
Hasl, MPOTUBOrPUOKOBAs U MPOTUBOBUPYCHAS TEPAITH
npoBozaaTcs netsim ¢ SCID, crpapatorim HHOEKITUSIME B
niepros mogrotosku kK TKM u moncka gonopa. [1pu yera-
HosJsieHnu auarnosa SCID mutajienies moMeranoT B cie-
[[MaTU3UPOBAHHBIE THOTOOHOIOTYECKHE OOKCHL.

AyTommMMyHHbIA TumbonponrdepaTUBHbIA CUHAPOM

B ocroBe ayronmmynHOTO TiMotposndepaTUBHO-
ro cunapoma (Autoimmune Lymphoproliferative
Syndrome — ALPS) jieskar nepsuuHbie JedeKThl aror-
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TO32 JIUM(OIUTOB, YTO TTPUBOJNUT K TIOTEPE KOHTPOJIS
HaJl ipostreparyeit TMMMOUTHBIX KJIETOK U HeTaTHB-
HOIT cestekiy TUMGbOITUTOB. BesiesicTBre aToro pa3su-
BaIOTCSI He3JOKayecTBeHHas JuMbonpoudeparus,
TUTIEPIPOAYKIINS UMMYHOTJIOOYJINHOB, BhIpabOTKa
ayToaHTUTEJ. Y HEKOTOPBIX 60/bHBIX ¢ ALPS BBISIBICH
neDUINUT OJHOTO WJIM HECKOJBKUX KJIACCOB MJIH Cy0-
KJIACCOB MMMYHOTJIOGYJIHHOB.

Mounexkyusipubie aedektbl. B Hacrosinee BpeMs
nnenaTuduimponano 4 sapnanta ALPS B 3aBucumoctn
oT TUTa JieheKTa arnonTosa:

ALPS Ia - nedexr rena Fas-perenrropa

ALPS Ib - nedexr rena Fas-yurana

ALPS 1I- nedext rena kacmassr 10

ALPS II1- nenpentuduiimpoBanabie 1eeKTs

Kpurepuu quarnosa. /[narnos ALPS mosxHO Tipest-
MOJIOKUTH TIPU HATTUYUHU Y GOJIBHOTO COYEeTaHUsI TOBbI-
MIEHHOTO KOJIMYECTBA IIMPKYTUPYIONTUX JIBOWHBIX-HeTa-
tuBHbIX CD3"CD4 CD8 numdoI1uToB ¢ 1ByMst U3 HU-
JKETIePEYNCICHHBIX TPU3HAKOB:

-TIOJINKJIOHAIBHAS TUIEPUMMYHOTJIO0Y THHEMUST
(TTOBBITIIEHBI OJIUH WJIH HECKOJIBKO KJIACCOB CHIBOPOTOY-
HBIX IMMYHOTJIOOYJIMHOB);

-yBeJIMYeHNEe MUHUMYM TPEX TPYIIIT TUM(POY3JI0B;

-TEMaTOCIIJICHOMETAJTHSI.

[MoaTBepskIeHNEM TUATHO3A SIBJISIETCST BBISBICHIE
nedekTa amornTosa in vitro.

Heo06XoauMo HCKIIOUUTh OHKOIeMATOJTOTHYECKUE
3abosieBaHus, crienduIecKre v napasurapHbie HHPeK-
INN.

Kiaunanueckue nposieiaenus. OCHOBHBIMU KJIMHU-
yeckuMu TposiBierusMu ALPS saBasiotes: mumdbane-
HOTIATHS, TETTaTOCTIIIEHOMETAJIHS, Ay TOMMMYHHBIE TEMO-
IUTONIEHUN B BUJIE TEMOJUTHYECKON aHEeMUW U,/WJIN
arpaHyJIOITO3a U/UJI TPOMOOIIUTOTIEHIH, U JIPYyTHe
ayTOMMMYHHBIE paccTpoiicTBa (HecrennnaecKuii 13-
BEHHBII KOJIUT, apTPUT, Y3JI0BaTasl IpuUTEMa, CHaIoae-
HUT U 7IP.).

Y 6ombITHCTBA OOTBLHBIX OGHAPYKIBAIOTCS TIOBBI-
MIeHUEe OJIHOTO WJTH HECKOJBKUX KJIACCOB MMMYHOTJIO-
OyJIMHOB 1 ayTOAHTUTEJIA K PA3JIMYHBIM KJIETKaM 1 TKa-
HSIM OpraHu3Ma.

Jleuenue. Jletu, naxoasiuecss B OJ1aronpusiTHOM
COCTOSTHUH, TO €CTh, He UMEIOIIHE TeMaTOJOTYECKITX 13-
MEHEHWH, He CTpajaioliye THNIEPCIIJIEHU3MOM W Hapy-
MIEHUSIMU JIBIXaHUsI BCJIEICTBUE TMM(OTTporepaliu,
He TpebytoT Jederus. [Ipy HAMTMYUKM ayTOUMMYHHBIX
OCJIO’KHEHUI, B TIEPBYIO OUEPEh - TeMOITUTOIIEHUT T10-
Ka3aHOo Ha3HaYeHHUe MPeTHU30JI0HA B 103€ 2 MT/KT Mac-
CBI TeJIa JI0 TIOJYYEHHST TeMATOJIOTMYECKOI PEMUCCUH C
MOCJIETY FOTITUM TTOCTETIEHHBIM CHIKEHUEM JI03bI JI0 MU-
HUMaJIbHOU TToAep:xuBaoteil. [Ipn HegocTaTouHOM
adexTe rIIOKOKOPTUKOMIOB HAa3HAYAIOTCS UMMYHO-
JenpeccanThl (a3aTHONPUH, IUKJI0(hocdaH, XmopaMOy-
W), IPOBOIMTCS CIyIeHaKTOMUsI. Haznayenue riroko-
KOPTUKOW/IOB, a B Psi/ie CAy4YaeB CIJICHIKTOMUS MOKa-
3aHBI TAaK’Ke U ITPY BBIpaKeHHON JuMdoriposndepannm,

BBI3BbIBAIOIIEH JIbIXaTe/IbHbIe paccTpoiicTBa. Becem 60ib-
HbeiM ALPS ¢ Hammumnem XpoHndyeckoil HEHTPOTIEHUN
[oKazaHa MOCTOSTHHAs aHTHOAaKTepUaJbHas Teparius,
Tak Kak 63 9TOTO Pa3sBUBAIOTCS TSIKETTbIE, YTPOKAIOTINE
JKM3HU, THPEKITMOHHBIE OCIOKHEeHUs, 3((HEeKTUBHO
TIpUMeHeHNe POCTOBBIX (akTOpOB (HEUTIOTEH, TPaHo-
IINT).

JledekTbl paroumtosa

XpoHuyeckas rpaHynemarto3Has 6onestb (XI'b)

Mounekyasipubie nedektbl. CylecTBYIOT YeThIpe
BapHaHTa XPOHUYECKOH TpaHyJeMaTo3HOH GojIe3HI
(Chonic Granulematous Desease — CGD): X-criernien-
HBIH, Pa3BUBAIONNICS BCJIEJCTBUU MYyTalMil TeHa
gp91phox ruroxpoma b 1 Tpu ayTOCOMHO-PEIECCUBHBIX
(medexr gp22phox muroxpoma b, nedexr gp67phox
muto3osibHOro komronenta NADPH - okcumasser i e-
dext gp4d7phox nurosonbroro kommnonenTa NADPH -
oKcua3bl). Bee BbINIeyKazaHHbIE MOJIEKYJISIPHbBIE JTe-
(dhekThI TPUBOAAT K 6i0KupoBanuio peakiinu NADPH+
+ 202 - NADP+202'+ H*, napymieHuio mpoayKIiuu
MEPEKUCHBIX PAIMKAJIOB B HEUTPO(UIAX U BHYTPUKJIE-
TOYHOTO KUJIJIMHTA.

Kpurepun quarsosa. 3HaunTesbHOE CHUKEHUE ITPO-
NYKITUU TIEPEKUCHBIX PAJNKAJIOB, TP OIleHKE C TOMO-
MIHIO METOOB JIIOMUHOJI-3aBUCUMON XeMUJITIOMIHUC-
nenrun 1 HCT-Tecta (peakium BocCTaHABIECHUS pa-
CTBOPUMOTO JKEJITOTO HUTPOCUHETO TETPA30JINs B Hepa-
CTBOPUMBI CHHMI (hopMaszaH pu akTuBary Gopooi-
MUPHCTAT-AIETaTOM ).

Kmunuyeckue nposiBienus. THUITUYHO MopaskeHne
JIETKUX, KOJKU U TIOJIKOKHON KJIeTUATKH, JTMM(baTHIec-
KHX Y3JI0B, TIedeH! ¢ (hOPMUPOBAHUEM BOCTTATTUTETLHBIX
rpaHysieM 1 abCIeccoB KaTajuasa-IpoLyIUPYOIUMU
MuKpoopranusmamu (Staph. aureus, Salmonella,
Noccardia). 9acto BCpevaroTcst TOPAKEHUsT JKeJIyI0u-
HO-KUIIIEYHOTO TPaKTa B BHUJIE cCaJIbMOHEIe3a 1 (Gop-
MUPOBaHUA OOTYPUPYIOINX I'PaHyJIeM KHUIICUHUKA.
Bonpiyio omacHocTs st 6osbibix ¢ XI'B mpencTaniis-
et pazsuTue acnepruiesa. [locae Bakmunanum BIK
0OBIYHO Pa3BUBAECTCSI BBIPaKEHHAsT MECTHAs BOCITAJIU-
TeJThHAS PEAKITHS C TTOPAKEHNEM PETHOHAPHBIX JIMMba-
THYECKHX Y3JI0B. Y MHOTUX OOJIbHBIX BBISIBJISIETCS JIUM-
(dajieHOATH W TENaTOCIJIEHOMeTalusl, 0COGEHHO Ha
(hone Teuenns nHpekIIIL.

JedexTbl aare3nm nenkoLmToB

Hepasno GbLim onmcanbt 1eeKThbl PELENTOPOB ajire-
sun seiikoruros (Lymphocyte Adhesion Deficiency -
LAD).

Mosexyasipubie nedextsl. LAD 1 Bo3HMKaeT B pe-
symbTate MmyTtaruu 6era rierr CD18, obireit st perier-
topos CD11 b LFA-1. LAD 2 Bo3HMKaeT U3-3a HECIIO-
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COGHOCTH JIEHKOIUTOB GOJIBHBIX 00Pa30BBIBATH MOJIE-
KYJIBI cesteKTHHOB. Kinanaeckn 3aboeBanme mpoTeKa-
et cxoano ¢ LAD 1 u coderaercd ¢ 3a/1ep:KKOI yMCTBEH-
HOTO Pa3BUTHSI.

Kpurepnn auarnosa. CHIDKHEHHe 9KCIIPECHN MOJTe-
KyJI are3nH Ha TNMQOIITaX, MOHOTINTAX, TPAHYJIOIITAX.

Knunnyeckue nposiBienusi. borbHble ¢ HApyIIeHN-
SIMW TIO/IBVKHOCTH, IPUJTUTIAHNS M a[IT€3UN JICHKOIN-
TOB CKJIOHHBI K Pa3BUTHIO HaKTePHaTbHBIX WHOEKITHIT
KOKU U TIOTKOKHOM KJIeTIATKN, TIM(ATHIECKUX Y3JI0B,
PeCIMPaTOPHOTO TPAKTa, KAHANI03Y CIU3NCTHIX.

CvHOpOM runepuMmMyHoriobynuHemmy E

Mousexysisiprast npupo/ia CHHAPOMa THIIePUMMYHOT -
nobymnemun E (Hyper IgE Syndrome — HIES) o Ha-
CTOSITIIETO BPeMEH! He n3ydeHa. Mbl ToMecTHin Omu-
camme 3TOro 3a60JI€BaHIS B TPYTIY «IeheKTOB (haro-
[IUTO3a», TaK Kak y GoJbHBIX ¢ rutep IgE curapomom
BBISABJIAIOTCS HApYLICHUS XeMOTaKcuca HeHTpoduIos,
YTO BO MHOTOM OIIpe/ie/IsieT TSPKECTb TeYeHUs YyIPOosKa-
TOTUX KU3HU WHQEKITHT.

Kpurepuu nquarnosa u KIMHHYECKUE IPOSIBJICHUS:
HIES xapakrepusyercst TOBTOpHbIME (0ObIYHO cTadu-

Tabn. 4. JEOEKTbI KOMMJIEMEHTA

JIOKOKKOBBIMK) abciieccaMu, KOTOPbIE 4acTo ObIBAIOT
«XOJIOJHBIMU», TIOAKOKHOMN KJIeTYATKH, JIETKUX (TTPUBO-
JAIMX K 00pa3oBaHUIo THEBMOIIEJIE ), AHOMAIUSIMU CKe-
Jieta, rpyObIMHU YepTaMu JInIa (TUIIEPTETOPU3M, ITHPO-
Kast TIepeHOCHIIA), AaTUITUIHBIM IEPMATUTOM, TTOBBITIEH-
HOI CKJIOHHOCTBIO K TTepesioMaM KOCTeH, 503MHOMD U -
el ¥ 0YeHb BBICOKUMHU YPOBHSIMU ChIBOPOTOUHOTO IgE.
IMMYHOTOTHYIECKIH MeXaHM3M 3a00I€BaHIIS He BBISIC-
HeH. Tum HaciemoBanusl, BEPOSTHO, 8y TOCOMHO-KOIO-
MUHAHTHBIHN.

JleyeHne 60nbHbIX C aedekTamm paroumTosa

TaxTtuka neuenus 6oapubix CGD, LAD n HIES cun-
JIPOMOM OJIHOTHITHA U 3aBUCHUT OT (hasbl 3a00JIeBaHMSL.
BosbHbIe TOKHBI TOCTOSTHHO TIOJTYYaTh TPUMETOTTPUM-
cyT(hOMETOKCa30, B 60Jee TSKETBIX CAYIasIX - Coue-
TaHUe TPUMeTONpuMa-cyibdomMeTokcasona ¢ GTopxu-
HOJIOHAMHU U TIPOTHBOTPUOKOBBIE ITperapathl. BoJbHBIM
¢ CGD obsi3aTeibHO Ha3HAYaeTCsl HTPAKOHA30JI, MTPU-
MeHeHHe KOTOPOTO CYIEeCTBEHHO CHIKAeT YacTOTY pas-
BUTHS acTiepruiiiesa. B mepuo K TMHUYeCKr BhIpaskeH-
HBIX WHOEKITMOHHBIX OCJTOXHEHWH OCHOBHBIM CPe/l-
CTBOM TepaITNH SIBJISIETCS arPecCUBHAS TapeHTePabHasT

Xpomo-
Twun
COMHas
Oednunt Hacnepno- KnuHnyeckne cumnTombl
nokanm-
BaHUS
3aums
CKB-nogo6HbIN cMHAPOM, peBMaToMaHble 3aboneBaHus,
Ciq AP 1
WHpekummn
CKB-nogobHbI cuHAPOM, peBMaTonaHble 3aboneeanus,
Cir AP 12 A APOM, P A
WHpekummn
CKB-nogo6HbIN cMHAPOM, peBMaTomaHble 3aboneBaHus,
C4 AP 6
WHpekummn
Cc2 AP 6 CKB-nogo6HbIN CMHAPOM, BAacKynuT, MOSTIMMUO3UT
C3 AP 19 [MoBTOpHbLIE rHOMHBLIE NHAEKLMM
C5 AP 9 HewccepuanbHble nHdekuun, CKB
Cé AP 5 HewccepuanbHble nHdekuun, CKB
Cc7 AP 5 HewnccepuanbHble nHdekuun, CKB, Backynut
C8a AP 1 HelccepuanbHble nHgekummn, CKB
c8p AP 1 HewccepuanbHble nHdekuun, CKB
C9 AP 5 HewccepuanbHble nHekuun
C1 nHrmMbutop A 11 HAO
®akTop | AP 4 [oBTOpHbLIE rHOMHBLIE NHAEKLMN
®akTop H AP 1 [MoBTOpHbLIE rHOMHBLIE NHAEKLMN
®akTop D AP ? HewccepuanbHble nHdekuun, CKB
[MNponepauH X-cuenneHHo X HelccepuanbHble nHgekummn, CKB
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Hepeuunvie ummynodepuuumol

POTUBOMUKPOOHAS Teparust GaKTePUITAIAHBIMIE ITPeTa-
paraMu, IPOHUKAIONIMM BHYTPUKJIeTOUHO. OGHapysKe-
HI€e acTepriiiesa Tpedyer JIUTENbHOTO TPUMEHEHIS
BbICOKUX 103 (1,5 Mr/kr) amdorepuruaa B. [Tpu tsike-
JioM Tedernn nHbekuii y 60spHbIx ¢ CGD, 0cobeHHO,
TPEOYOIIMX XUPYPTUUECKOTO JIEUCHUS, TPOBOISATCS
MTOBTOPHBIE TIEPETNBAHNS TPAHYJIOIUTAPHON MaCCHhI.

YuuThiBasi cepbesHbIi MPOrHO3 3a00JEBAHUS MTPU
CGD u LAD, moxet npoBoautbest TKM.

Hepoctato4HOCTb CUCTEMBI KOMMJIEMEHTA

CucreMa KOMILIEMEHTA COCTOUT U3 JIEBSITH KOMIIO-
HentoB (C1-C9) u naru perynsrophbix 6enkos (C1
uHrHOUTOp, C4 CBA3BIBAOIINI TPOTEUH, TPOTIEPANH U
axropsr H u ). Cucrema komrsiemeHTa Urpaet cytie-
CTBEHHYIO POJIb B PA3BUTHH BOCIATUTEIBHOTO OTBETA U
3alUTe OPraHu3Ma OT WH(MEKITMOHHBIX areHTOB.

K nacrosiiiiemy BpeMeHM ONMCAaHbI BPOXKIEHHbIE Jie-
(beKTBI MpaKTUYECKU BCEX KOMIIOHEHTOB KOMILJIEMEHTA.
B 3aBucumocTy ot rehurmTa KOHKPETHBIX KOMITOHEH-
TOB CUCTEMbI KOMITJIEMEHTa, KIMHUYECKH eheKThl O1o-
CUHTE32 KOMIIOHEHTOB KOMIIJIEMEHTA TIPOSIBIISIOTCS B
BUJIE TSKEJTBIX HH(MEKIIMOHHBIX 3a00JIeBaHIil, Ay TOVM-
MYHHBIX CHHIPOMOB (Tab. 4 ), HaCJIeCTBEHHOTO aHTHO-
HEBPOTUYECKOTO OTEKA.

Jleuenue. [lo nHacTosiero BpeMeH! He CyIIeCTBYeT
aJIeKBaTHOW 3aMeCTUTEJIbHON Tepamiu 1eeKTOB KOM-
[JIEMEHTa, B OCHOBHOM, M3-3a GBICTPOro KaTabosmsMa
€ro KOMITOHEHTOB. [IpuMmensieTcst mpodumakTuyeckast
aHTHOAaKTepUATbHAS TePallist U BaKIIMHAIINS B CBSI3U C
BBICOKOI UYBCTBUTEITHHOCTHIO K HEHiCCEPUATTHHBIM UH-
dexnmam. Haubosee mmpoko st 6asucHO Tepann
HACJIEZICTBEHHOTO AHTHOHEBPOTUYECKOTO OTEKA TIPUMe-
HSTTOTCSI TIPENapaThl laHazoa. B aKcTpeHHbIX cuTyaru-
sX (OTeK TOPTaHW, OTEK KUIMEYHWKA W T.I1.) MTOKA3AHO
BBeeHme 250-300 MIT cBeske3aMOPOKEHHOM TTasMbl. B
nocyenaue ol co3nan addextuBubiii mpenapat Cl
uHrnOUTOPA.

Peructp nepBmyHbIX MIMMYHOAEDULIMTOB

Jliist yaera 60JIbHBIX IEPBUYHBIME HMMYHOIEDUIIN-
tamu (UJIC) cospaioTcst HalMOHAJIbHBIE PETUCTPHI.
[esn co3manmst PErUCTPOB - YUeT OOJIBHBIX ¢ MMMYH-
HOI HEI0OCTaTOYHOCTbHIO, U3yUeHHe 0COOEHHOCTEl Teue-
Hist 3a001€Balmil, CO3/IaHIe reHeTnaeckux 6as, paspa-
60TKa JIMarHOCTHYECKUX KPUTEPHEB U CXEM TepaIruu
nepsuyHbIx /[ C. [TepBbiii 1okm1a71 0 KOTMYECTBe U pac-
npejesieHnu GOJMBHBIX MEPBUYHBIMEI UMMYHOIEPUIIN-
tamu B CCCP 6bur cienan B 1992 roxy JILA. Tomec u
JI.LH. XaxanuubiM Ha coBenannu akcneptoB BO3 mo
MEPBUYHBIM UMMYHOIeUIIUTaM. PerucTp mepBuIHbIX
NAC CCCP Britouan 372 nanmenTa ¢ 18 pazamaasiMu
dopmamu. B teuenne 1991-1995 romos Tepputopus
CTPaHbl yMEHBIIIIACH, U MHOTHE W3 PaHee BKIIOUEHHBIX
B perucTp OOJNIBHBIX OKa3aJMCh JKUTEJISMU APYTHX

crpam. [To 1996 roza, gamnmbie 0 GOJIBHBIX MEPBAYHBIMU
UMMYHO/Ie(DUTTUTAMI PErUCTPUPOBAINCH B VIHCTHTYTE
UMMYHOJIOTHH, OJIHAKO 3aTeM aTa paboTa ObljIa MpeKpa-
IeHa.

B Hacrosiiee BpeMst Ha 6ase OTAe/IeHNsT KIMHIYec-
koit ummynosiorun P/IKDB, orznena nummynonarosoruu
HUWN [etckoit 'emaTosorun BHOBb CO37IaH PETUCTP
GOJIbHBIX BPOKACHHBIMU MMMYHOIE(DUIIUTAMHE, B KOTO-
PBIii BKIIOYAIOTCST MAIUEHTHI U3 Pa3HBIX pernoHoB Poc-
cun. OH Tipejicrasiisiet cob0il coBpeMeHHYyI0 6asy JIaH-
HBIX 0 Oos1bHBIX iepBruHbiMu VIIC. B Hacrosiee Bpe-
MsT PErucTp BKJIoUaeT B cebs 485 marmenTos. s c6o-
pa CBeJEHUH 0 MalreHTax cos/aHa moApobHast popMa
yueta 6obHBIX ¢ AedekTaMu uMmyHuTera. Mopma
npejacTaBisieT coboil AMarHOCTUYECKUN MTPOTOKOI,
BKJIFOUAOIINI MHGOPMAIINIO 0 Bo3pacTe Havyasa 3a60-
JIEBAHUSI, OCHOBHBIX KJIMHWYECKUX MPOSIBJCHUSIX, UM-
MYHHBIX U MOJIEKYJITPHO-TeHETHYECKUX fAedheKTax, moji-
PoGHBIE CBEIEHUS 0 TabOPaTOPHOM O6CIeI0BAHIH, Te-
panuu 1 ee apdexruHocT. DOPMBI pasociialbl B 00-
JIACTHBIE, Kpaesbie 1 pecnybnkanckue meHTpbl. Cozna-
HUE PErrCcTpa MePBUYHBIX MMMYHO/Ie(UITUTOB U COBPeE-
MeHHasl MaTeMaTHueckast 06paboTKa BOIIE/IINX B HETO
JAHHBIX TIO3BOJIUT BBISICHUTH YaCTOTY BCTPEYAEMOCTH,
CBOEBPEMEHHOCTH TUArHOCTUKH, 0COOEHHOCTH KJIMHU-
YECKUX MPOSABJIEHU U Tepanuu GONBHBIX ¢ UMMYHO/E-
ummramu B Poccum.
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