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Cunapom DiGeorge — BpoXaeHHbIN AeeKT, KOTOPbIN NPUBOAUT K
rmnonsiasum Unu OTCYTCTBUIO TUMyca (BUNOYKOBOW Xene3bl) B
cCoYeTaHUM C NOpPOKaMU pPa3BUTUA KPYMHbIX COCyAoOB, ceppua,

napawmuToBUAHbIX XXene3, KOCTEeN JIMLEeBOro 4yepena v BepXHUX
KOHeYHOoCTeu

Tun HacneaoBaHUS:.
* 10% - ayTOCOMHO-AOMUHAHTHbIMN;

 90% - cnopaaunyeckasn geneuus 22911




MOJIEKYJIAPHDBIE
HAPYIIEHWA

NMpn DGS BLIABNAKTCA pas3fiUyHble XPOMOCOMHbLIE aHOManuw,
3aTparuBaloLime 22 XpOMOCOoMy; peappaHXUpoBKU
45,XY,der(5)t(5;22)(p15.2;911.2),-22, TpaHcnokauum 21 n 22 XpoOoMOCOMbI,
NPU KOTOPbIX XPOMOCOMHbLIM MaTepuan maeHtucpunumpoBaH Ha ANMUHHOM
nreye 22 XpoOoMOCOMbI, TpPaHCNoKauuMm 22p Ha 22¢, U Haubonee 4acTto
aeneunn 22911.2 6e3 XpOMOCOMHbIX peappaHXUpPOBOK.

HopmanbHana 22-a XpoMoOCoOMa

(S )

Y ANVMHHOIo naeva 22-M XpoMoCcombl
otcyTcTeyeT obnactb 11.2




BbI510 NOKa3aHO,4YTO Me3eHXUMarsibHble KINeTKNU raHrMMOHapHOWU
NSIACTUHKU NONYy4aloT CUrHanbl OT APYrnx TKaHeu Ans Toro,
4YTOObl MUrPUPOBaTbL U BbIMONTHUTL CBOKO (PYHKLMIO B npouecce
3IMOpuoreHesa.




MHorue cTpykTypbl, NOBpeXAeHUs KOTOPbIX HabnoparTcs npu
cuHapomax geneuun 22911, aBnaroTca gepvBatamu
OpaxuouecanbHOro annaparta, NPOUCXoAALWMMMN U3 KNETOK
raHrnMoHapHoOu NNacTUHKU. HecocToATeNbHOCTL reHa (reHoB) B
AeneuupoBaHHOM y4YacTKe HapyllaeT pa3BUTUE 3TUX CTPYKTYp. Y
OonbLMHCTBA NaUMeHTOB Aerleuus BKKOYaeT y4acToK, HeCyLuin
npuonuantenbHo 20 reHoB.

Tbx1 urpaeTt BaXHyt0 ponb B paHHEM 3MOpPUOHANbLHOM
pa3BUTUN, U NPUN UX OTCYTCTBUU HE NMPOMNCXOAUT NPaBUNBbHOU
MUrpaLumm KrneTok aMOproHaribHbIX JIMCTKOB B npouecce
dopmMmnpoBaHna HepBHOU TPYOKU, TUMYCA, cepaLa U KPYnHbIX
COCyAoB.

CxofHble KIUHUYeCcKne NposBrieHUA UMEKoT NaumneHTbl C
Mukpoaynnukaumamm 22q11.2, ogHako npegnonaraeTcs, YTo 3710
3aboneBaHue numeet otnn4Hyro ot DGS/VCFS reHeTn4yeckyto

npupoay.




NMMYHOJIOI MYECKHUE
HAPYIIEHWA

UMMyHOnornyeckue HapyleHUsl, Takke KaK U KITMHUYeCKue
NPOABNEHUA, LULNPOKO BapbUpyrT Yy 6onbHbIX ¢ DGS/VCFS.
Npn HenonHou ¢dopme DGS/VCFS, xapaktepusyroLwiencs
Oornee MArKMM Te4YeHMEM, YMeHblueHMe Kornu4yectBa M
CHMXeHue (QYHKLUMOHANIbHON AaKTUBHOCTU T-KNeToK ¢
BO3pPacTOM CMOHTaHHO BOCCTaHaBNMBaeTCH.




XapakTepHbIMU UMMYHOJTOrMYEeCKUMM NPOABIIEHUAMUN MOJSTHOU
cdopmbl DGS aBnaroTcA:

° 3HaYUTesNlbHOE YMEHbLUEeHNEe KONmiM4YecTBa UMPKYIUPYOLWNX
CD3+, CD4+, CD8+ KneToK n pe3koe CHUXeHue ux
nponudepaTMBHON aKTUBHOCTU, UHAYLUPOBAHHON MUTOreHamMu
U aHTUFeHaMMW.

e KonuuyectBo B n NK-kneTtok HopManbHO.

 KoHueHTpauun cbiIBOPOTOYHLIX UMMYHOIIOOYNIMHOB B
OonbLUHCTBE Crly4yaeB HaxXo4AaATCA B npegenax HOpMbl, O4HaKoO,
Y HEKOTOPbIX 60SbHbIX BbISABIIAIOTCA pa3fiMyHble HapyLUeHUs
OT cenekTuBHoro aeduuuta IgA Ao runorammarniooynmHemMum.




KIIMHUYECKUE TTPOABJIEHNA

OCHOBHbIMU KINMHU4YeCKUMU nposasrieHnamm cuHapoma DGS/VCFS
ABNAIOTCA:

 [lopoku ceppoua u KpynHbiX. [TOPOKM KPYyNHbIX COCyAOB 4acTo
coYyeTaloTCcsl C NopoKamMum cepaua

e mnonna3suna TUMYyCa U NapallUTOBUAOHDbIX XeJle3

e AHOManNuMM nUUEeBOro ckKeneta BKJ/IOYAKT: BbICOKOe Heb0o,
paclienuHbl Nvua, LWUPOKYK MepeHocUuly, reneptenopusm,
MUKpodTanbMuI0, KOTIOGOMBI.

e AHOMaNuum CTpoeHus1 ropTaHu, rMOTKU, TPaxen, BHYTPEHHEro yxa
n nuwesoaa (napuHromansauus, TpaxeoManauus,
ractpoa3sodaranbHbIn pedntokc, rnyxora, HapyLweHus
rmoTaHus)




e AHOManNuu LeHTpanbHOM HEepBHOW CUCTEMbI:
MUernomMeHuHrouene, uepeobparbHbie reTeponTonuu.

 [lopoku pa3BuTUA NovyeKk — rmngpoHedpos, atpocpua

 [Opyrmne nopoku pa3Butusa (aHOManumu cKkenerta — NONUOAKTUIIUA,
otcyTcTBUe Horteu; nopoku passutua XKT — atpe3ua aHyca,
aHanbHble PUCTYNbI)

XapaKkTepHbl 3a4epPXXKU pe4eBoro U NCUXOMOTOPHOro pa3BUTHUS,
HapyLleHus1 noBeAeHus1, NCUXu4eckmne paccTpomcTBaa.




K pegkum nposasneHnam DGS oTHocATcA cbinb, numdageHonaTus,
KnoHanbHas nponudgepauusa T-KneTok.

B cBsi3au ¢ BbipaXXeHHbIM T-KNeTo4YHbIM AePULMTOM Y NaLueHTOB C
DGS pa3BuUBalOTCS UH(EKLNOHHbIE 7 ayTOMMMYHHbIE
3aboneBaHus (UMTONEHUU, aAYTOMMMYHHbIN TUpeoTuaut). [lpu
DGS/VCFS NOBbILUEH puUcCK pa3BuTUA OHKOJIOrM4eCKnx

3aboneBaHuMN.




[TPUHLINIIbI TEPAIIMIN

NMauneHTbl ¢ DGS/VCFS HyxaaroTCA B HA3Ha4YeHUU
NPOTUBOMUKPOOHOM N NPOTUBOBUPYCHOMU Tepanmm, oCO6eHHO npu
NOBbLILEHHON CKITOHHOCTU K UHdEeKUnAM.

B cny4yae CHUXEHUA KOHLUEeHTpaLuun CbiIBOPOTOUYHbIX
MMMYHOINOOYNIMHOB NPOBOANUTCA 3aMeCcTUTeNbHaga Tepanusa
BHYTPUBEHHbIM UMMYHOINOOYIMHOM.

Ons KoppeKkunn NnopoKoB pa3BUTUA NPOBOAUNTCA XUpPYpPruvyeckoe
neyeHwue.

B cny4yae pa3BuTus ayTOMMMYHHbIX OCJIOXKHEHMW UCNOSb3YHOT
MMMYHOCYNPECCUBHYIO Tepanuio, Npu HaNnM4YnM SHAOKPMHONATUN —
KOPPEKLMIO COOTBETCTBYHOLWMX HapYLUEHUN.




Bbe3 Tepanuu NPOAOIMKUTESNIbHOCTb XWU3HU OOSIbHLIX C MOJIHOW
cdopmon DGS cpaBHMMaA C nNPOAOIHKUTENBbHOCTBLIO XXU3HMU
naumeHToB co SCID.

YuntbiBaa mexaHuam pa3utua DGS, npu kotopom co3peBaHue T-
KNeTOK HapylweHO Mu3-3a OTCYTCTBMSA 3NUTenusa TUMYcCa,
npoBefeHWe TpPaHCNNaHTauMm KOCTHOro Mo3ra pAns  TaKux
OONbHbLIX HEe pauMoOHaribHO.

OnpaBpaHHbIM Onsa nauueHToB ¢ nonHou dopmon DGS aBnsaeTcsa
TPpaHCcNNaHTaumMa  anuTenuanbHOUM TKaHM Tumyca. [locne
nepecagku anuTenuanbHoOun TKaHWU TUMyCa OTMe4YeHo
BOCCTaHOBNEeHUe Konun4yectsa U (PyHKLUUOHANBLHON aKTUBHOCTU T-
KI1EeTOK.




