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AKTyanbHOCTb. CHApOM lMedtTua - Erepca (CMNE) — peakoe
HacAeACTBEHHOE 3aboAeBaHMe, MPosBAAtOLEECs Nepuopanb-
HOM MEAaHWHOBOM NUIMeHTaLUMEN U MHOXECTBEHHbIMMW raMap-
TOMHbIMKW noAMnamu XXKT C BbICOKUM PUCKOM WHBarMHaLluw,
KPOBOTEUYEHUI U MAAUTHU3ALMMN.

Lienb uccnepoBaHuA. Onvcatb KAMHUYECKKe, nabopaTtop-
HO-AMA@rHoCTUYeCcKMe U MOAEKYAPHO-TEHETUYECKE 0COBEHHO-
cTn TeyeHus ClMNE y NOAPOCTKa C LeAbO YTOUHEHWUST aAropuTMa
ANArHOCTUKKW U TaKTUKU BEAEHWA.

MauueHTbl U MeToAbI. MaureHTka L., 16 AeT, ¢ xarobamu
Ha AMCMNENCUIO, CHWXEHWe annetuta M MnocTnpaHAWaAbHble
60AM B XMBOTE, C OTATOLLEHHbIM aHaMHe30M (3KCTpeHHasi
onepaums no NoBOAY TOHKOKMLIEYHOW MHBarnMHaumu B 11 AeT
¢ pesekumert 50 cM TOHKOM KULLKK). AAS BEpUdUKaLMK AMarHo-
3a BbINMOAHEHbI U3NKAAbHbBINA OCMOTP (BbIIBAEHWE NEePUOpPanb-
HOW NMUrMeHTauun), o6LLMI aHaAU3 KPOBU U BUOXMMUS (BKAO-
Yas onpepeneHue CbIBOPOTOYHOIO XeAesa), YALTPa3BYyKOBOE
nccaepoBaHue (Y3WM) opraHoB 6prOLLIHON MOAOCTH, 330darora-
cTpopayopeHockonua (AMIAC) U KOAOHOCKOMUA C MOAMMIKTO-
MUWEeW, NaTorMCTOAOrMYeCcKoe MCCAEAOBaAHNE YAANEHHbIX 0bpas-
LOB, MOAEKYAIPHO-TEHETUYECKOE CEKBEHWPOBAHWE MaHeAU
415 reHOB AAAl BbISIBAEHWA rePMUHAAbHbIX BapUaHTOB.

Pe3yabTatbl. AMArHOCTUYECKUI MOWCK BbISBUA MNOCTre-
Mopparunyeckyto aHemuto (Hb — 102 r/a (ped. 112-148),
Ht — 30,8% (ped. 32-46%), CbIBOPOTOUHOE XEAE30 —
6,4 MKMOAb/A (ped. 10,7-32,1)); peaKTMBHble W3MEHEHWS
neyeHn v ANdOY3Hble M3MEHEHUSI MOAXKEAYAOUHOM XeAesbl
no AaHHbIM Y3W; MHOXECTBEHHbIE MOAMMNOBHAHbIE 06pa3oBa-
HUA B xeayake (0,3-1,5 cm) npu IOTAC 1 noAmn AnameTpom
~1,2 cM B 060A0UYHOM KULLKE NPW KOAOHOCKOMMUK; NMPU MOAMM-
3KTOMUKU Pa3BUAOCb KPOBOTEUEHWE M3 BEPXHMX OTAENOB XKKT,
3QPEKTUBHO KYNUPOBAHHOE 3HAOCKOMWYECKMM TemMOCTa3om

(AOKaAbHOE BBEAEHME pacTBOpa appeHaAnHa). Makpockonus:
ABa XEAYAOUHbIX MOAMMA 1,3 n 2,0 cm, 060A0UHbIN —
1,2 cm. TUCTOAOTUSI MOATBEPAMAG FaMapPTOMATO3HYHO MPUPOAY
MOAMMOB: BETBALLAACA CTPYKTypa FAAAKOMBbILIEYHbIX My4Y4KOB
M3 COOCTBEHHOM MAACTUHKM CAM3UCTOM OOOAOYKM, pa3BeT-
BAEHHbIE XeAe3bl, Y4aCTKU W3bA3SBAEHUS U BOCMAAUTEAbHbIN
MHOUABTPAT. MOAEKYAAPHO-TEHETUYECKOE UCCAEAOBaHWE Bbis-
BWAO rePMUHAAbHYIO FeTEPO3UTOTHYIO MyTaumio B reHe STK11:
¢.543C>G (p.Asn181Lys, rs730881973), paHee OMNUCaHHY
KaK NaToOreHHyto, YT0 OKOHYaTeAbHO MOATBEPAMAO AMArHO3
CIE. NMpoBeaeHbl 3HAOCKOMUYECKUE NMOAUMMOIKCTPAKLMMN U MOA-
AepXuBatoLLaa Tepanusa (OMenpason, 3TaM3uAaT, TpaHekca-
MOBasf KWCAOTA, MHOY3MOHHAS KOPPEKLMSA) C MOCAEAYHOLLEN
KAMHUYECKOW 1 AabBopaTopHOM ctabuan3aumnen.

3aknoueHue. KAMHUUYECKUI CAyda AEMOHCTPUPYET YHU-
KaAbHOCTb HaOAOAEHMA, 3aKAOUAIOLLYHOCA B MOCAEAOBATEAb-
HOM Pa3BUTUKU ABYX XXM3HEYrPOXatOLLUMX COCTOAHWNA — WHBa-
rTMHaUMM KULLIEYHMKA B AETCKOM BO3pacTe U KpOBOTEYEHMUA
13 BepXHUX 0TAeN0B XXKT Ha aTane AMarHoCTUYEeCKOM NMOAUMIK-
TOMMK Y NOAPOCTKA. Ha OCHOBaHMM OMUCAHHOIO CAyYas npak-
TUYECKUMU PEKOMEHAALMAMU ABAAIOTCH: 1) aKTMUBHOE BbISiB-
AEHWe NepuopanbHOM NMUIrMEHTaLMKU U AeTaAM3aLMst aHaMHe3a
(MHBarMHauMM B AETCTBE) AAA paHHero npeanonoxeHus CIIE;
2) ueneHanpaBAeHHas AabopaTopHaa AMarHOCTUKa U MOHWTO-
PUHI @aHeMKK (KOHTPOAb Hb, Ht, CbIBOPOTOUHOIO XeAesa) u ee
CBOEBPEMEHHas KOppeKums; 3) Npu NAaHUMPOBAHWUMU SHAOCKO-
NMUYECKUX BMELLATEAbCTB BAAAEHME TEXHUMKaMU 3HAOCKOMUYe-
CKOWM MOAMN3KTOMMU U SKCTPEHHOIO remocTasa; 4) MOAEKyAsp-
HO-TEHETUUYECKOE MOATBEPXAEHME (CeKBeHMpoBaHWe STK11)
W OpraHu3aums MOXMU3HEHHOr0 MYABTUAMCLUNAMHAPHOIO
HabAtoaeHUst ¢ nepuoanyecknmmn IPTAC U KOAOHOCKOMUSIMMU,
a TakXXe reHeTMYEeCKUM KOHCYABTUPOBaHWEM POACTBEHHWKOB.
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WCKUIA NeaAuaTPpUUEeCKUI XXypHaA.
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