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AKTyaJIbHOCTB. MaKcUMallbHasl YaCTOTa BEHO3HBIX TPOM-
0030B y AeTeil NpUXOAUTCS HA MIIaJCHYECKUH U MOAPOCTKOBBIH
Bo3pact. [IpenpacronokeHHOCTh K 00pa30BaHUIO TPOMOOB MO-
JKeT OBbITh BBI3BaHA T€HETUUECKUMH (haKTOpPaMH, TOITOMY HaIU-
YHe OTATOIEHHOTO CEMEHHOro aHaMHe3a 110 TPOMOOT€HHBIM CO-
CTOSTHHSIM JIOJKHO HAaCTOPaXXHBATh CIIEIMaUCTOB. OTCyTCTBHE
MPOTPOMOOTEHHBIX MyTallUi HE SIBISETCS JOKa3aTelbCTBOM OT-
CYTCTBHS BEPOSITHOCTH TpoMOo3a.

Onucanue KauHu4eckozo ciayuas. Mansauk, 14 ner, skc-
TPEHHO JIOCTAaBJEH B OTAEIEHHE MOCIIE TOSIBICHUS CUIIBHBIX 00-
neii u oTéka JeBoi KOHEYHOCTH. PeG&HKyY ObLTO mpoBeneHo Y3U
BCH HHMXXHHUX KOHC‘{HOCTCﬁ, BBISABJICHBI TPU3HAKU TpOM603a Je-
BOI OBEPXHOCTHOH OenpeHHoi BeHbl. CeMeiHbIi aHaMHe3 OTsI-
TOLIEH 110 TPOMOOTHYECKUM COCTOSHHAM (MaTh U Jie]] 110 MaTepHH-
CKOM JINHUU — HOCUTENIM TOMO3UTOTHOM MyTauu FV, moBropHbie
Tpom603bI). [Ipy MOCTYIIICHNH OOJIBEHOTO COCTOSTHUE CpETHEH TS~
skecTH. JIOKanbHBIN cTaTyc: BEHO3HBIN PUCYHOK HE YCHJIEH, KOKa
po3oBas 6e3 nuano3a. OKpyKHOCTb JICBOW HMKHEH KOHEYHOCTH
Gonble npasoil. JIeBoe Oeapo pu nansnanuy 6ose3HeHHo. Jlabo-
patopHoO: cHmkeHue anturpombuna 11 (26%), moBslIeHHEe ypoB-
Hs romorcterHa 10 10,8 MKMOJIB/JI, yBeTuueHHE KOHLIEHTPaLrit
D-gmmepa B 30 pas. Ilpu Y3U noaB3aonIHbIX BEH U BEH HIYKHUX
KOHEYHOCTEH 0OHApYKEHBI OKKITFO3HOHHBINH TPOMO03 0011Iei 1 Ha-
PY’KHOI IOAB3AOLIHBIX BEH, 0011IeH OepeHHO0l BEHbI 1 COOCTBEH-
HOU BeHBI Oefpa ciieBa, CTBOJIa OOJIBIION MTOAKOKHOW BEHBI CJICBA,
npu3Haku (uiedocTasa B MOJKOJICHHOHN U ITyOOKUX BEHAX TOJICHH
creBa. PeO&HKy OblTa Ha3HaYeHa renapuHOTePaITHs, 3aMEeCTUTEb-
Has Tepamnusi KOHIIeHTpaToM aHTuTpomOuna I1I. YuureiBas naH-
HBIE HACJIECTBEHHOTO aHaMHe3a, 3aroo3peHa MmyTarus Jleliaena
Y MPOBENICHO TeHETHYECKOE UCCIIEJOBAaHHE, IO JaHHBIM KOTOPOTO
HaliJIeHbl He3HaYMMBbIE TeTePO3UTOTHBIE MYTAaIlMH B reHax ¢oart-
Horo nukia. Ha ¢poHe mpoBoauMol aHTUKOATYISIHTHOM Teparuu
OTMeYeHa MOJIOKUTEIbHAs JMHAMUKA B BUIE YMEHBIIEHUS OoJie-
BOTO CHH/IPOMA M OKPY’KHOCTH JIEBOH HIDKHEH KOHEUYHOCTH, TIPH
KOHTpOJIbHOM Y3U — HemnonHas pexaHanu3aius TpoM003a o01ei
TIOZB3/IOIIHOM BEHBI M CTBOJIA OOJIBIION MTOIKOKHOW BEHBI. boib-
HOU OBLI BBINKCAH JIOMOH C PEeKOMEHJALUSIMH IPOJOKUTH aH-
TUKOATyJISIHTHYIO TEPaIHIO JAJITEIIApUHOM HATpHs aMOyIaTOpHO
1071 HAOJIOAEHHE TIeINaTpa H TeMaToJIora 10 MECTY JKUTENbCTBA.

3akmouenne. TpoMOoIMOOTHUECKUE 3a00I€BaHHS SBIISIOT-
sl CEepBhE3HOM MPUYMHON CMEPTHOCTH, TIO3TOMY HEOOXOAMMO TINA-
TeNbHOE 00cienoBaHe peOéHka. B cBs3u ¢ TeM, 4to y pebEHka
He oOHapyXeHa MyTalusl, KOTopasi eCTh y Marepud B TOMO3HUIOT-
HOM COCTOSIHUH, TpeOyeTcst obcnenoBanue peOEHKa U poaUTENeii:
MIEPECMOTP JaHHBIX NPEIBIAYIIEr0 TeHETUUSCKOTO aHai3a HiIH
MOUCK APYTUX MYTALMi, IPUBOASAIINX K TPOMOO3Y.



