CuHApom Aeneuum 22-U XpoMocoMbl (CUHAPOM AU LKopAKH),
npoTeKalLwun Ha poHe CUHAPOMA LLUKAMUYECKOU PBOTBI
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AKTyaAbHOCTb. CUHAPOM Aeneuun 22-i XpOMOCOMbI
(An Dxopxaun, 22q11.2, MKB-10: D 82.1; CAA) — noAnmopd-
Hasi reHeTMYecKas NaToAOrusl, XxapaKkTepmayoLLaacs KOHOTPYH-
KaAbHbIMKW MOPOKaMU cepaLa, NEPBUYHBIM MMMYHOAEPULIMTOM
M HEeAOCTaTOYHOCTbIO MapalUMTOBUAHBLIX XeAe3. Yactota —
1 :3000-6000. He nmeeT NOAOBOM U 3THUUECKOM NpeApacno-
NOXeHHOCTU. B 85% cayuaeB Bo3HMKaeT de novo. CAA nmeer
LUMPOKYIO KAMHUYECKYIO BapnabeAbHOCTb U B PEAKMX CAyYasix
COMPOBOXAAETCA CUHAPOMOM UMKAMYecKux peoT (CLLP).

Llenb uccnepoBaHUA. A\eMOHCTPALMA KAMHUYECKOTO CAY-
Yyaa AMArHOCTMPOBAHHOM AeAeLmMM 22- XPOMOCOMbI, COMPOBO-
Xaatowenca CLP.

MauneHtbl U meToabl. AeBouka A., 5 AeT, poaunach
oT 2-i1 bepemMeHHOCTH Ha cpoke rectauum 39 Hea. Macca
Tena npu poxaeHun — 2980 1, pamHa Tena — 50 cm, ouel-
ka no wkane APGAR — 7/8 6annoB. Taxenoe COCTOsiHUE
NpU POXAEHUWU OOYCAOBAEHO AbIXaTeAbHbIMUW PACCTPOMCTBA-
MU Ha ¢doHe acnupaumm MekoHuem. PUbporapuUHrocKonuen
BblIBAEHA ropTaHHaa MembpaHa, NMPOBOAMAACH TPAxeocTo-
Musi. OpHaKo Ae6HTMPOBAAM 3MU30AbI MOBTOPHbIX PBOT, UTO
06YCAOBWMAO 30HAOBOE MUTaHUEe pebeHka A0 6 MeC XWM3HM.
B AanbHelLeM nuTaHue yepes poT, 30HAOBOE MUTaHUE TOAb-
KO B MepMOA MPUCTYNOB LMKAMYECKMX pBOT. B Bo3pacte 10
MeC yCTaHOBAEHa racTpocToMa, 3anoA03peH UMMYHOAEDULHAT,
MOAEKYAAPHO-TEHETUYECKOE UCCAEAOBAHWE BbISBUAO AEAELMIO
22q11.2: cuHApOoM AKX AXOPAXM, NEPBUYHBIN UMMYHOAEDU-
umt. ObHapyxeHa AMMmdoneHns 3a cuet CD4* — 587 Kn/MKA

(900-2860), CD8* — 235 kn/MKA (630-1910), runoramma-
rnobynmHemus 1gG — 2,88 r/a (5,04-14,65). BoissBreHa Auna-
roHaAbHasi XopAa B A€BOM xeAayaouke. B 3,5 ropa npoBeaeHa
AAPWMHTOCKONKWA C OYXXMPOBaAHWEM TFOPTaHW, B MOCAEAYHOLLEM
3aKpbITUE TPaxeoCTOMbl, OAHAKO MO A@HHbIM TPaxeoCKonuu
coxpaHsaeTcss pybuoBbIM CTEHO3 ropTaHu. Y pebeHka NpPoAOA-
XKarTCA 3MU30AbI LMKAMYECKOW pPBOTbI 63 NpoBOLMPYOLWETO
daktopa oT 5 A0 12 pa3 B rop AAMTEABHOCTbIO 2-3 AHS.
KynupoBaHWe npoTMBOPBOTHBIMWU CPEACTBAMWU MAM CaMOCTOS-
TEAbHO.

Pe3yabratbl. [ToMUMO XapaktepHoi Tpuaabl, CAA nmeeT
noAMMopoHoe TeyeHune. Y BblleonucaHHoro pebeHka npucyT-
CTBYET AeAeumst 22-1 XPOMOCOMbI, HABAKOAQIOTCA HapyLleHUs
He TOAbKO KAETOYHOTO, HO U TyMOPaAbHOro UMMyHUTETa. B Ante-
paType onucaHbl KAMHUYECKWME CAYyYaun AETEW C CUHAPOMOM AM
LKOPAXM, Yy KOTOPbIX AMArHOCTMpOBaHa MembpaHa ropraHu,
KOPPEKLUMA KOTOpOoW Moraa 6Obl cnocobcTBoBaTb Pa3BUTUIO
CLLP. PepkocCTb Takux NPOSIBAEHUI apryMeHTUPYeT NPOBEAEHUE
AdbdepeHUManbHON AMArHOCTMKKM C cMHApPoMoM (deneHa -
MakaepmMmnpa (CUHAPOM UMKAMYECKUX PBOT) U KAMbCTpbI (rop-
TaHHaa membpaHa).

3akatoueHue. CHAPOM AeAelmnn 22-i1 XPOMOCOMbI COMpo-
BOXAQETCA HapPYLUEHUSAMU KaK KAETOYHOTO, TaK U YMOPaAbHO-
ro MMMmyHuTeTa. lpoBoumpyrowmm daktopom passutusa CLIP
ABASIETCS ropTaHHas MembpaHa, Pas3BWUTMIO W COXPaHEHWHo
CMMMNTOMOB CMocobCTBYET HapylleHUe HEeNPO3IHAOKPUHHOM
peryasiumu.
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