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UMMYVYHOIE®PULIUTHBIE COCTOSHWUSI
(UC) - UMMVHOE®PULIUTDI

TUNOBAA POpMA NATOAOIMHU MMMYHHOM
CUCTEMbI, XAPAKTEPUIYIOLLAACA CHMU-
XeHUuemM 3PPEeKTUBHOCTU HUAU HEcC-
NOCOBGHOCTLIO KA@TOK MMMYHHOU
CUCTEMbI OPraHU3IMA K OCYLLECTBAe-
HUIO PEeaKUuMU PACNO3HABAHUA, AEC-
TPYKUMHU U SAMMUHALUKU HYXKEPOAHOrO
AHTUreHA
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INIEPBUYHDBIE UOC CIIPEMMVYILIECTBEHHbBIM
AEPEKTOM B - JIMM®OILIUTOB

d arammaraodyamHemua bpyToHa
(cuHApOM bpyTOHQ)

0 cunapom Uosa



CUHIPOM BPYTOHA

* HACAGACTBEHHOE 3a060A€BAHUE, CUEeNAeHHoe C X-
XPOMOCOMOMU

* GOACIOT MAABYUKM

* CONMPOBOXAQETCA CHUXEHUEM (OTCYTCTBUEM)
UMMYHOrA0OyAuHoB A, G, M

* CUMNTOMbI 3000A€BAHUA HAYUHAIOT NPOABAATLCA C
5 - 12 mec Xxu3Hu pebeHka

* XQPAKTEPHbI peueAuBupylouLme rHOMHbIE
uHpekuuu (OTUT, NHEBMOHUMK, aBGcuecchl)

°* COXPOHAGTCA PE3UCTEHTHOCTh OpPraHMIMa K
BUPYCAM, rpubam, TyOepKyAe3HOU NAAOHKE



UCTOPWUIA OTKPbITUI

OraeH bpyToH
AMEPUKAHCKHUH NeAHATP
B 1952 roay

ONUCAA

KAQK OAHO M3 NepPBbIX
HMMMYHOAEPULIUTHbLIX
3a060AeBaHMM



https://en.wikipedia.org/wiki/File:Ogden_Bruton.jpg

UCTOPUIA OTKPbITU

NALUVEHTOM ObIA pebeHok 8 AeT c
MMMYHOCYHPECHEN, KOTOPbIN 3d 4 FOAO MEepEHeC
14 cAydaeB MNHEBMOHMM, MEHMUHIUT, MNOCTOSHHO

CTPAAGA CHMHYCUTAMM, OTHUTOM, M MNepebOoAeA
CErncucom. B mnAG3Me €ero KpoBM MPAKTUYECKM
OTCYTCTBOBAOAM AHTUTEAC.

*B 1993 roAy Yy4YéHble OTKPbIAU MOAEKYASPHO-
reHeTUYeCKMH MEXAHU3IM NATOAOTUM



MEXAHWU3M PA3BUTUI

AePeKT reHq,

KOAUPYIOLWLETro TUPO3IUHKUHA3Y
bpyTOHQ

(dbepMeHT ,yMacCTBYIOWUH B
CO3PEeBAHUU U

AucbchepeHuUpoBke B-
AMMPOLUTOB)



AQHHbIA 3H3MM BXOAUT B COCTAB MHOIMX
KATOK KOCTHOMO3IrOBOro mnpPOUCXOXXAEHUA
(MoHOUMTBI, 3puUTPOGAACTbI, 06a3ogouAsl,
HeUTPOUALI), HO ero AeceKT Bbi3bIBAET
M3IMEHEeHUA TOABKO B B-aumcpoumntax
(no3TOMY OH M NOAYYHMA  HA3BAHME
“TMPO3MHKKMHA3Q" bpyTOHAQ)



CUHIPOM WOBA

* C@A@KTUBHbIM UMMYHOACDULMUT IgA

* BbICOKUMH YpoBeHb IgE

* 303UHOCOUAUA

* CHUXK@HUE X@MOTAKCUCA A€UKOLIUTOB

* TMNEPYYBCTBUTEABHOCTD KOXWM M CAMUIUCTBIX K

CTACPUAOKOKKY l

CTAPUAOKOKKOBLIE ACPMATUTDI U
KOHAMUAO3bI

KOXXU U CAU3UCTDLIX 000AOHEK



INIEPBUYHBIE UC
CIIPEMMYLIECTBEHHDBIM JE®EKTOM
T - JIMM®OLUTOB

CUHAPOM AU AXOpPAXM



UCTOPWUI OTKPbITUZI
CUMHIPOMA 1IN 12XKOPIXU

BNEPBbIE 3TO COCTOAHUE
OblIAO ONMMUCAHO B 19265 roay
AMEPUKAHCKMM NEAUATPOM
M QHAOKPUHOAOTOM
AHAXeAO Mapus

Au Axopaxu (poa. 1921r.),
KOTOPbIM KAQCCUPUULIMPOBAA
€ro KQK BRPOXAEHHYIO
ANAQ3MIO TUMYCQA U
NARALLIUTOBUAHDIX XXEAE3




CUMHAOPOM [1IU OXKOPIXKU

* CHUXeHue (oTcyrcteue) T-aumcpouuTos
* A@PEKT PA3BUTUA TUMYCA

YyrHeTeHue peaku.m‘i KA@TOHYHOIO MMMYHHUTETAQ,
NMOHXKE@HHbBIe, HO COXPAHeHHbIe PeAKLUUH
TYMOPQAQABHOIO MMMYHUTETA
* NPEAPUCNOAOXEHHOCTD K PA3BUTUIO
KOXXHbIX MH eKUUH U rpubkoBbIX

3000A€BAHUMH



MEXAHU3M PA3BUTWUI

amOpuonartus

HOpYLUEHA  30KAOQAKAO 3
AOTOYHbIX KOPMOHOB
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KOMBUHUPOBAHHDBIE TuB UIC

v LUBEULLAPCKUH T™N
AraMmmarAoOy-AmHemuu

v cuHApOM Ayu - bap
(aTakcus - TeA@AHIMO3KTA3UA)

v CUHAPOM BuckotTta -OAapuua



INIBEMLIAPCKUU TWUII

ATAMMAIJIOBYJIMHEMUHA
* XOPAKTEPHO  QAYTOCOMHO -  peLeCCUBHOEe
HACA€AOBAHUE

*B OCHOBE - TI@HeTUYEeCKUU AedPeKT HA YPOBHE
cbepMeHTOB, NPUBOAALLLMMK K HAPYLUEHUIO
meTadboAnIMa aAeHO3UHA l

u3GbiTOMHOE HOKOI‘IAeHMel ATP B AumcpoumTax
HapyLweHue co3peBaHua T - AMMCPOULUTOB

°* TMNONAQ3MA TUMYCQ, AMMPATUYECKOU TKAHM,
0co6eHHO Aumdhoysaos

° NOBLILUEHHAR YYBCTBUTEABHOCTb K PA3AUYHLIM
MHPEKUUAM U TPUGKOBLIM NOPAXKEHUAM



CUHIPOM JIYU - BAP
(ATAKCVI}I TEJIEAHITMIDKTA3VA)

» CHUOKEeHUe KOAUNMECTBA 7 0oCo0eHHO
co3peBAHUA T - u B - AumchouuTos

* cpeAu T - AuMmcpouuToB cTpaaatoT T,

* NPOABASETCA PA3BUTUEM o
NPOrpecCUpPOBAHUEM UHpeKu U
3A0OKQYECTBEHHbLIX ONYXOAEU

* OTAUMUTEeAbHbI€ KAUHUYECKHUEe H4epThbl

» ATAKCMS (HApYLLEHME KOOPAMHALLMM)

» TEAEAHIMOIKTA3MS 3 pPACLLUHMPEHNE

KPOBEHOCHbLIX  COCYAOB  HQ KOXXHbIX
NOKPOBAX (HAO MOYKE yXA) U rAQ3



TEJIEAHIMMODKTA3WMII -
PACHIVMPEHUWE KPOBEHOCHbBIX COCYIOB



https://upload.wikimedia.org/wikipedia/commons/f/f3/Photo_Ocular_telangiectasia_in_a_person_with_A-T.jpg

UCTOPUSA OTKPBITUS CUHIIPOMA
JIVUL - BAP

AeHus Aym-bap

OEeAbIMMNCKNM
BOAY-HEBPOMATOAOT
Bl 72

OMMCAAQ 3Ty OOAE3Hb




MEXAHWU3M PA3BUTWUI

* MYTOLMKM B TeHe ATM, KOTOpbIM YHOCTBYET B
KAETOYHOM OTBETE HA NnospexaeHne AHK

* OEAOK, KOAMPYEMbBIM TEHOM ATM, ONO3HAET
HOAMYME  ABYHUTEBOTO pa3pbiBd B AHK,
NMOCAE YEro pPeKpYTMpYyeTr aApyrme ©OeAku,
yyacTeyloLme B penapaumm AHK, a Takxke
BbI3bIBAET OCTAOHOBKY KAETOYHOIO LMKAQ AO
TEX MNOp, TMNOKA penapaumgs He Ooyaer
30BEPLUEHO



CUHAPOM BUCKOTTA - OJIIPUYA

* BbIPAXXEHHbIU AehuumT T - AumcoumTos
C HAPYLWEHUEM UX CTPYKTYPblI U COPU3UKO
- XUMMUHECKUX CBOUCTB MeMOpaH B
COYEeTAHUU C rTMNOraMMArAoGyAMHemMueu

* XQPAKTePHA TPHUAAQ:

» 3Kk3ema (BAPUAHT QAAE€pruveckoro
3a6o0AeBAHUA)
> BbICOKUU YPOBEHb IgE

»> TpoMbouuToneHus
(TpomBGouuToneHuveckaa nypnypa)



TPOMBOLUTOIIEHUYECKAJI ITYPIIYPA




UCTOPUI OTKPBITUII CMHIPOMA
BUCKOTTA - OJIIPUYA
B 1937/r. HEMELKMM NEAMATP
AAbchpeA BuckoTT
(Hem. Alfred Wiskott) onmcana
TPEX OPATLEB C HMU3KMM KO-
AMY4ECTBOM TPOMOOLIMTOB
(TPOMODOLUTONEHMEN), KPO-
BABbIM MOHOCOM, DK3EMOM
M PEUMAMBUPYIOLLMMM UH-
ADEKLMIMM YXA, B TO BPEMS
KAK MX YEeTblIpE CECTPbI ObIAM
3A0POBb




VICTOPUS OTKPBITUS CUHIPOMA
BUCKOTTA - OJIIIPUYA

B 1994r. pacLumd

B 1954r. aMeprKAHCKMMN NEAMNATP
Pobept OAaApuUYd (OHTA. Robert Anderson
Aldrich) HO cembe AMEPUKAHLLEB
FOAAQHACKOTO MPOMUCXOXKAEHMS MOKA3AA,
4YTO 3TOT CMHAPOM HACAEAYETCH KAOK X-
CLLEMAEHHbIN PELLECCUBHbIM MPOU3HAK

DPOBAH MEXAHM3M
3TOr0 CUMHAPOMO



MEXAHWU3M PA3BUTWUI

* mytaumm (350) reHa WAS (Wiskoff-Aldrich
syndrome), AOKOAM3OBAHHOIO HA KOPOTKOM
nAeYye X - XPOMOCOMBbI

°* AGHHbIM T€H OTBETCTBEHHEH 30 CMUHTE3
oeanka WASp (Wiskoff-Aldrich  syndrome
protein (BeAoK CUHAPOMA BUCKOTTO —
OAApMHQ)

* XAPAKTEPUIYETCH MOJBAEHMEM AETDEKTHOM
ADOPMbl DEAKO MAM E€T0 OTCYTCTBMEM, YTO
BAEYET 30 COOOM pPA3BUTME HAPYLLUEHUM
MMMYHUTETA M TEMOCTA30




MEXAHWU3M PA3BUTWUI

6enok WASP

* DKCMpPEeCCHpyeTcs HO BCEX
reMOMOITUHECKMX KAETKAX

* PETYAUPYET MNOAMMEPUIALUMIO CAKTMHA U
PEMOAEAMPDOBAHNE LLUTOCKEAETOHAQ,
KOTOpble HEODOXOAMMBI AAS YCTAOHOBAEHMUSA
cuHancoB mexAy AlMK u T - asumdcountTamu,
AN QAresum 7 nepemeLlLeHus B-
AMMOUNTOB, MaKpodoaros, AEHAPUTHbIX
KA€TOK



ITIEPBUYHDBIE UIC
C HAPYIIEHUEM MEXAHU3MOB
BPOXKIEHHOI'O MMMVYHUTETA

d cunapom HYeauaka - Xuracu



UCTOPUIA OTKPLITUI CMHIPOMA
YEIUNAKA - XUTACHU

* KYyOuHckuu Bpad M. YHeauak B 1940 r.
OTKPbIA FeHETUYECKUU AePEKT U NOA-
pobHee onucaA eroB 1952 .

*B 1954 r. He3aBUMCUMO OT HeAMaAKa 3TA
NATOAOIUS ONMUCAHA AMOHCKMM BPA4YOM
O. Xuracu



CUMHOPOM HEIMAKA - XUTACU

* AMCAOYHKLMA HENTPOOMAOB

* YyoE3IMEPHAST YYBCTBMTEABHOCTb K MHADEK-
LLMSM

* AABOUMHM3IM

* MOBbILLEHHASN CKAOHHOCTb K POCTY 3AOKO-
4eCTBEHHbIX OOPA30BAHUM



CUHIPOM HEIUNAKA - XUTACU




MEXAHU3M PA3BUTUI

= mytauma  reHa  LYST  (aHrA.  LYSosomal
Traffiking regulator), koaupyloLLLero ©eAok
CUHAPOMA HEeAMAKA-XUTACH

= OEeAOK  UIPAET  KAKYEBYIO POAb B
DOPMUPOBAHMMN BHYTPUKAETOYHbBIX BE3MKYA

= B KAETKAOX OOAbHbIX BO3HMKAIOT PA3AMYHbBIE
AQHOMAOAUMM AM3OCOMAAbHBIX OEAKOB,
BKAKOYAOS HLA I

= PDOPMUPOBAHME YBEAMHEHHDBIX B PA3IMEPAX

[OAHYA C HAPYLUEHHbIMUM AOYHKLMAMM, YTO
BAMIET HAO XEMOTOKCUC U KMAAUMHI KAETOK-
MULLIEHEM




I'MI'AHTCKME
JIN3OCOMAJIbHBIE I'PAHYIJIbI




BTOPUYHBIE UIC (BU)

> 30060A€BAHMS, conpoBoXAdoLLMecs He-
AOCTATOYHbIM O0Opa3oBaHMEM (MATOAOIUSl NEYEHHU)
UAU notepeun O6eAkoB (oXoru, HedbpoOTUYECKUU
CUHAPOM)

> TSHKEAO npoTeKkawuwme BUPYCHble HHeKUUH,
ronbkoBbie 3a00AEeBAHMUS

> AAUTEAbHOE UCMNOAb3OBOHMUE UMMYHOAE-
PECCAHTOB, LUMUTOCTATUKOB, TFAIOKOKOPTUKOUAOB,
OOAbLUUX AO3 OHTUOUOTUKOB

> BUYM
> BO3AEUCTBUE PAAUALLUK
> MHTOKCUKALUMUM



CCBHUTKA TS TTPOXOKIEHVIS
TECTUPOBAHSI

[locAE  M3Y4EHUS AEKUMM HEeOBXOAMMO MPOMUTU
TECTUPOBAHME MPM  MOMOLLM  cepBmuca  Tyra-

doopMbl.

MMOXXAAYMCTA, KOPPEKTHO 3ArnOoAHsuTE noAs PUO,
doaKyAbTET U HOMEP rPynnbl.


https://clck.ru/MvTq4

