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Cunapom Buckotta-Ongpuya

bINONHWNA CTYAEeHTKa 339 rp
[NnaHnga E.A



CunHpgpoM Buckotrta — Onagpuya (Wiskott — Aldrich
sindrom — WAS) BnepBble onucaH B 1937 r., Koraa
A. Wiskott coobwmnn o ceMbe, B KOTOPOM Tpoe
MaJIb4UMKOB MMeNn TPOMOOLUTONEHUIO B COYETAHUN
C TSXXenon 3K3eMOM N NOBTOPHbLIMU MHMEKLUNAMU, B
TO BpeMs KakK 4eTBepo nx cectep 6bisin 340pOBbI.
PeueccnBHoOe HacneagoBaHue, cuensieHHoe C X-
XpomocoMoun, 6b1n0o BbisBneHo R. Aldrich




MonekynapHo-reHeTudeckmne aedoeKkThbl

[MpuunHon 3aboneBanuna ssnatoTca myTtauum B reHe WASpP. OH pacnonoxeH Ha
KOPOTKOM rriede X-XpoMOCOMbI 1 Kogupyet 6ernok, coctoawmn na 502 ammHoKucnor.
Benok WASP obHapyxMBaeTcsi TONIbKO B reMONO3TUYECKUX KNneTkax. Ero ocHoBHoOM
JoyHKUNEN ABNSETCA y4acTne B OpMUPOBaHNM aKTUHOBOIO LIUTOCKENeTa B Kaye-
cTBe berka, nepenaoLllero akTMBaLMOHHbIN CUrHAas OT NOBEPX- HOCTHbIX PELENTOPOB

KUNTOCKESIETY.



[TaToreHes kpoBoTedeHnn npn CBO B ocHOBHOM 00yCrnoBreH HapyLLEHUSIMU
pacnpegenenHus F-aktuHa B TpoMoounTax, YTo BeAET K YMEHbLLUEHNIO UX pasMepa U
Pa3BUTUIO PYHKLMOHANbHbIX A4edPEKTOB




B yactHocTu, 6enok WASP Heobxoanm ans opraHmsaumm
NMOBEPXHOCTHbIX aKTUHCOAEPXKAaLLUMX KOMMNEKCOB TPOMBOLMTOB, Tak
Ha3blBaEMbIX aKTUHOBbIX Y3€MNKOB. AKTUHOBbLIE Y3ESTKN —
cneumann3mpoBaHHbIe NOAOCOMONOA0BHbIE CTPYKTY- Pbl,
oOHapyXnBaemMble Ha HEaKTUBMPOBaHHbLIX TpOMBOLMTaX K y4acTBYOLLNE
BO B3aumogencTasum TpomoounToB npu arpera- unu. [Npu CBO
aKTUHOBbIE Y3ErKN Ha MOBEPXHOCTMN TPOMBOLM- TOB OTCYTCTBYIOT, YUTO
paccMaTpuBaEeTCs Kak ogHa U3 NpuUynH HapyLLEeHMIN CBEPTbIBAHMNSA KPOBU



MMMYHHBbIE HapyLLIEHNS

[Tpn SNEKTPOHHO-MUKPOCKONNYECKOM N3YHEHNN
mopdosnorun T-numdooumtoB 6onbHbIX CBO
BbISIBIIEHO OTCYTCTBME MUKPOBOPCUHOK. [Tpn
NOnMbITKE BbISIBUTb NPUPOAY UMMYHHbIX
HapyLEeHUn, OOHAPYXKEHO, 4YTO Ha T-nNumdooumnTax
OTCYTCTBYIOT USTN CHMXKEHA SKCNPECCUS
NOBEPXHOCTHOIO CNAanorfMKonpoTENHO
gplL115(CD43), npn aToM aKcnpeccupyeTcs
[MUKOMPOTENH , ABNSAOLWNNCS aHOMarnbHO
cnanupoBaHHon popmon CD.

Mpu CBO cHuxaeTca crnocobHoCTh BolpabaTteisat o ks 5
crneumuyeckne aHTuTena K nonucaxapuaHsiv e MR /
aHTUreHam




KnnHnyeckas kapTuHa

Cumntomel CBO BriepBbie NposiBAAKTCA Ha NePBbIX Mecsilax Xu3Hu. C Bo3pacTtom
OHW MPOrpeccupyHor.
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HapYy>XHble KPOBOTEYEHNS NPU TPaBMaTUYECKOM NOBPEXKAEHUN, KPOBOTOYMBOCTb
[leCeH, HOCOBbIE KPOBOTEYEHUS;

BHYTPEHHME KPOBOTEYEHNSA — KENYAO0YHO-KMLLEYHOE, NOOKOXHOE,
BHYTPUCYCTaBHOE;

NMPU3HaKN aHEMUN — rOFIOBOKPYXXEHUE, CnaboCcTb, ynagoK Cum, TOLWHOTA;
remaTtypus, KpoBb B Kare, KpoBaBasi pBoOTa;
b6onb B cycTaBax;

9K3eMa — MopaKeHne KOXK annepruieckor npupoabl ¢ obpasoBaHNeM
rMNnepeMmnpoBaHHbIX NATEH, 3B U 3PO3UIN Ha NULIE, KOHEYHOCTSX U AroauLax;

3yaduime wenyualimecs BbiCbiNaHUA Ha KoXe, HanoMUHarLwme KIMHUYECKYHo
KapTUHY aTtonnyecKoro gepmaTturta U BoO3HUKaKLLMe B MeXCce30Hbe B OTBET Ha
annepreHHbIN areHT.



Ha dpoHe kpoBonoTepn CHUXaeTcsa obLwnm reMorriodnH 1 BO3HUKAET MMNoKCUsd
TkaHen. KomrneHcaTopHO NOBbILWLAETCHA AaBNEHUE N YBENNYMBAETCSH HaArpy3ka Ha
MMoKapa 1 CTEHKM cOCyaoB. Tak pasBMBaeTcsl cepaedHas HeOCTaTOYHOCTb.
OHOOTENNN COCYAO0B NErko NOBPEXOaeTCHa U NII0OX0 BOCCTaHaABNMBAETCS, NPUBOAS K
ornacHbIM A5 XXWU3HU COCYAUCTbLIM KaTacTpodam.

TAXKECTb KITMHNYECKUX NPOSABIEHU MOXET BapbnpOBaTLCA OT NPOXOAALLEN
TPOMOOLMTONEHNN C HE3HAYNTENBHBLIMU reMopparnyeckuMmn npusHakamu oo
TSKenoro 3aboneBaHus C BblpaXXeHHbIM CUMMTOMaMn MHPEKLUNOHHbIX U
ayTOMMMYHHbIX HapyweHun. Cumntombl CBO yxyawarT obLiee cocTosiHue
OONbHbIX N BbIBMBAKOT UX U3 MPUBLIYHOIO PUTMA XXU3HW.




Hetn, poxmewme oo 10 net, oObI4HO CTpaadatoT XOTS Obl
OOHMM, a Yallle HECKOSTbKUMU, ayTOUMMYHHbIMU
3aboneBaHNAMN — BACKYSIMTOM, FreMOSTMTUYECKON aHEMUEN,
nonnapTpuToM. [NoCTOsIHHbIE BACKYNUTbI NPUBOAAT K rmbenu
NaUMeHTOB OT OCTPOW KOPOHAPHOU UM MO3roBOM
HegocTaTtodHoCTU. IlogaBreHmne akTUBHOCTU UMMYHHbIX
KITETOK UIMN CHWXEHUE NX KONTMYECTBA NMPUBOAUT K PasBUTUIO
OHKo3aboneBaHu — fienkosa nnn NMMAQOMBI.
OCnoXHeHUaAMN YacTbIX NHPEKUMOHHBbIX 3aboneBaHnin
CTaAHOBSATCA TSXKeNble MHEBMOHUU N CEMNCcUC.




[lnarHocTuka

* YT0bLI NOATBEPAUTL UMM ONPOBEPrHYTL NpeanonaraemMbi AnarHoas,
crneunanmctbl cObMpatloT aHannsa 1 BbICNyLWKMUBAKT XKarnobbl 6osbHbIX. Ocoboro
BHMMaHWUS 3aCny>XnBaeT BpeMs BO3HUKHOBEHNSI KDOBOTEYEHUS, €ro XapakTep,
CUMMTOMbI MHPEKLMOHHBLIX BONE3HEN.

* [lockonbky CBO aBngaetcst HacnegcTBEHHbIM 3abofieBaHMEM, O4YEHb BaXXeH
aHanu3 ceMenHoro aHamHesa. Ero BbisiBNeHne y poaCcTBEHHUKOB CYNTAETCH
BaXXHbIM AMArHOCTUYECKUM KPUTEPUEM.

« 3atem cneuymanucTbl NnepexoasaT K obuemy ocMoTpy 60nbHOro, BO BpeMS
KOTOPOro o6HapyXMBaOT MHOTOYNCNEHHbIE FTEMATOMBbI, METEXUN N IK3EMDI.




ﬂ,aHHbIe reMmorpaMmbl — TpOM6OLI,I/ITOﬂeHVIFI, dHEMUA.

MIMMyHOrpamma — CHmXeHue MMMyHornobynmHos M, noBbilleHme
MMMYHOrnoodynnHoB A n E, HopmarsibHbIM ypoBeHb UMMYHOrnobynmHos G.

B xoOe reHeTn4yeckoro uccriegoBaHus BbISIBIAKOT MyTauun B reHe, KoanpyrwLwiem
CUHTE3 berika, OTBETCTBEHHOIO 3a UMMYHHYO 3alLUTy OpraHn3mMa.

bonbHbiM ¢ CBO nokasaHa KOHCyrnbTauusa cneymannuctoB B obnactu
annepronornn, UMMYHoONornum, remaTonorum, MegULMHCKON reHETUKN.



