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Knouesnie criosa: demu, HeKOMMakmHbIU MUOKapd, CUHOPOM
Comoca

Axmyansnocms. Cuaapom Cotoca — pezikoe 3a00neBaHue, CBs-
3aHHOE ¢ MyTauuei B rene NSD/, XapaKTepu3yoleecs: CKeJIeTHBIMU
AQHOMAJTHAMH, JIULEBBIM AUCMOP(PU3MOM, HEBPOIOTHUECKOH MaTON0-
rueid. [Ipu cunapome Coroca Hepeku BpOxKIEHHbIE IIOPOKH CepALa
(BIIC), wame centanbHble Ae()EKTHI, a TAKKE OMUCAHBI 4 CiTydasi CO-
YeTaHMs ¢ HEKOMITaKTHBIM MUokapaom (HM).

OnucaHue KJINHAYeCKOro ciay4ast. Kapaumomeranus BeIsIBICHA
BHYTpuyTpoOHO Ha 40-if Henene rectaiuu. COCTOSHUE MTOCTE POXKIE-
HUS TDKENOE 3a CUET ABIXaTeTbHO-CepPIeYHON HETO0CTaTOYHOCTH, CYy/I0-
POYKHOTO 1 TEeMOPParmIeckoro CHHAPOMOB. Ha 6-e CyTKH >K13HU BBISB-
JICHO YMEHBIIEHNE COKPATUTEILHON CIOCOOHOCTH MHOKapaa ¢ (hpax-
et Beropoca 52%, nérovHast TMIepTeH3 s, TTOBBIIICHHE COAEP KaHHs
Hatpuilyperndeckoro nentuaa (NTproBNP) B kpoBu 10 6603 mir/mi,
Bu3yanmsuposad HM. IIpoBopuitick pecnupaTopHasi 1 KapAHOTOHU-
yeckas MOAAEPKKA, CHMITOMATHYECKas TEPAIHS C OIOKUTENbHBIM
a¢dexrom. [leBouka BeInMcaHa Ha 15-e CyTKU KHU3HH Ha Teparny -
TOKCHHOM H CITHPOHOJIAKTOHOM. Y UHTHIBAs HEBPOIOTHIECKYIO CHM-
NTOMATHKY, (PCHOTUITMUYECKUE 0COOCHHOCTH (BBICOKHIA J100, nedop-
Manust KOCTeH ueperia, JIUHHAS IIesl, THIIEPTEIOPH3M, 3a0CTPEHHBIH
oa00poIoK, BeIcokKe Macca (4230 r) u anuna (57 cM) Tena mpu po-
JKJICHUH), 3aII0I03peHa CHHAPOMalIbHas (hopma rarosorud. ITomHo-
9K30MHOE CEKBEHHPOBAHNE BBIIBUIIO PaHEe HEOMHCAHHBIH, BEPOSTHO
[IAaTOI'€HHBI}, FeTEPO3UTOTHBIN HYKICOTUIHBII BapuaHT B reHe NSD1,
TIPUBOJIINH K HApYIIEHUIO CHHTe3a Oenka (5-177238453-G-GAA,
p-Val1381LysfsTer14; NM_022455), 4o mo3BOJIMIO MOATBEPAUTD
cunnpom Cotoca. [Ipu koHTpoIIe 5x0Kkapauorpadun B 2 Mec: KapTHHa
HM, nunararus 1eBbIX KaMep cepala, CHIKeHne (ppaknuy BHIOpoca
10 50%. I'ocriuranu3upoBana B Kapauonoruyeckoe oraenenue. [pu
OCMOTpE ayCKyNbTaTUBHO CHCTOIIMUECKUI ITyM, TaxuKapaus 10 160
B MUHYTY, renatomeranusi, nossieHne NTproBNP no 984 nr/mur.
ITomo6pana Tepanust XpOHNUECKOH CepaeTHON HeJJOCTaTOUHOCTH: HH-
rUOUTOP aHTHOTEH3UHITPEBPALIAIOIIEro (pepMeHTa KanTonpui, Oe-
Ta-aipeHo0IOKaTOP OUCOTIPOIIOIN, AaHTATOHKCT AJIBI0CTEPOHA CITHPO-
HOJIAaKTOH, CEP/ICYHBIN IIUKO3H] OTMEHEH, Ha (DOHE Uero BhHISBIECHA
HOJIOKUTENbHAS IMHAMUKA B BUJIE YJTyYIICHUsS] CHA U AIMOLIMOHAJIb-
HoTo cTaryca, HopMmanu3zanun YCC, yMeHbIIeHHS pa3MepoB ITEUCHH.

3axniouenue. HK xapakrepusyercsi coxpaHeHHEM SMOPHOHAITb-
HOHM MOP(OIOTHN MHOKAP/a M MOXKET COYETAThCs C Pa3IMIHBIMU (e-
HOTUIIAMH peMojiesnnpoBanus cepaua. Hepenko HM Bxoaur B cTpyk-
Typy TeHEeTH4eCKUX CHHApoMOB. [lanmenTtam ¢ cungpomom Cotoca
JIOJDKEH TIPOBOANTLCA TIIATEIBHBIN KapAHOIOTHUeCKUI CKPHHUHT, Ha-
IpaBJICHHbIN Ha UCKIoYeHue He Toibko BIIC, HO 1 kapauomMuonaTum.



