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MoneKkynsipHo-reHeTU4YecKasa guarHocTuKa TPoOM60TMHECKON TPOMOOLIMTONEHMYECKON NypRypbl

MNMokasaTtenb PesynbTtar Ped. 3HaueHus
OBHapyEH NATOrEHHbI BAPUAHT reka He o6HapyeHO NaroreHHbIX 1 YCIIOBHO
MyTtaumu rena ADAMTS13 B 5,6,20,24,29 ADAMTS13: reTepo3unroTHbIn Py Y
° naToreHHbIX BapyaHTOB B 3K30Hax 5, 6, 20,
9K30Hax naToreHHbI BapuaHT p.H124L 24 29fema ADAMTS13
(rs127548) ’

KommeHTapuu Kk npobe: Y nauueHTa 6bin o6HapyxeH natoreHHbl BapuaHT reHa ADAMTS13. O6Hapy keHune TeTepo3nroTHOro
naToreHHOro 1nn yCnoBHO NaToreHHoro BapuaHta reHa ADAMTS13 He no3BonsieT TOYHO NOATBEPAUTE HAacneACTBEHHYO hopMy
TpoMboTnyeckon TpomboumToneHnYeckon nypnypsbl (cuHapom Anwo—ILLynsmaHa), Tak kak AaHHOe COCTOSHUE nveet
ayTOCOMHO-peLieccBHOe HacnegoBaHue. OgHako, yunTblBasi, YTO AaHHbIA TECT aHaNU3npyeT He BCI NOCnefoBaTenbHOCTb reHa
ADAMTS13, n BTopas abeppaunsi MOXeT HAXOAUTLCS B HEMCCNEeAOBaHHOM y4acTKe reHa, To fipu Hafinuum nabopaTopHbIX (CHUXKEHME
aktmBHocTh hbepmeHTa ADAMTS13) 1 KNMUHUYECKNX CUMNTOMAax BEPOSTHOCTb HacreacTBeHHoM hOPMbl TPOMOOTUYECKOW
TPOMOOLMTONEHNYECKON NyPNypbl 3HaYNTENBHO Bo3pacTaeT. Kpome 3Toro, psaom nccaenoBaHuin Obiio nokasaHo, Y4To Aaxe
reTepo3nroTHOe HOCUTENbCTBO NAaTOrEHHbIX U YCNOBHO NaTtoreHHbIx BapnaHToB reHaADAMTS 13 BbI3biBaeT KINMHNYECKN 3Ha4YMMoe
CHWXXEHWE akTUBHOCTW OHOMMEHHOrO hepMeHTa 1 NOoBbILLAET PUCK Pa3BUTKS TPOMOO30B. O6HapyxeHne roMo3uroTHOro BapuaHTa
UINN Xe 2-yX reTepo3nroTHbIX BapnaHToB reHa ADAMTS13 B TpaHCnonoxeHun NoATBEPXKAaeT AMarHo3 HacneacTBEHHOW hopMbl
TpomMGOTUYECKOM TPOMBOLIMTONEHNYECKON MypNypbl.

HacneacteeHHasi TpomboTuyeckas TpombounToneHnyeckas nypnypa npegdcraensiet cobor ayTocoMHO-peLeccnBHoe
HacneacTBeHHoe 3aboneBaHne, xapakTepuayoLLeecs CHKeHNEM akTUBHOCTU doepmeHTa ADAMTS13, koTopbIi y4acTByeT B
pacLienneHun MynbTuMepoB daktopa hoH Bunnubparnaa. HapylueHine paboTel AaHHOrO oepMeHTa NPMBOANT K NEPCUCTEHLINN
MYNbTUMEPHOIO COCTOsIHUA dhakTopa poH Bunnubpanga n cnoHTaHHom arperauyun TpomooumnToB. [nst TpoMBoTU4ECKon
TpomMBOLUNTONEHNYECKON NYPNypbl XapaKTepHbl reMonMTU4eckas aHeMis, Tsbkenas TpoMboumMToneHusl, HeBPOornyeckne HapyLLeHus,
nnxopazka, nopaxxeHne noyek, a Takke CHUXKeHne akTuBHocT pepmeHTa ADAMTS13. [laHHoe 3aboneBaHne CBA3aHO C 04YEHb
ObICTPON Nporpeccuen 1 arpeCcCUBHBIM TUMOM TEYEHUS.

Pa3BepHyTOe 3akrntoueHne B cOOTBETCTBUU ¢ pekomeHaaumamuHGVS n EMGQN moxeT ObiTb NpegocTaBneHo no 3anpocy.
MpeactaBneHHble AaHHbIE U MHTEpRpeTauns pe3ynbTaToB COOTBETCTBYIOT pekomeHaaunsm American College of Medical Genetics, a
Takxke European Molecular Genetics Quality Network: cnonb3dyemble pecdepeHcHble nocnegosatenbHocT - NG_011934.2,
ADAMTS13 RefSeqGene (LRG_544).
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