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MoneKynsipHO-reHeTU4YeCcKasi AuarHoCTUKa HeAOCTaTOYHOCTM NpoTenHa S npu Tpombodunum

MNMokasaTtenb PesynbTtar Ped. 3HaueHus
MyTawwm resa PROST 8 5,6, 11, 12, 13, 14, OﬁHapy)K?H NaTOreHHbIA BapUaHT: He o6Hapy>keHo naToreHHbIX BApUaHToB B
15 5K30HaX NaTOreHHbIN reTepo3nroTHLIM BapuaHT 3K30Hax 5, 6, 11,412, 13, 14, 15 reHa
p.G123K (rs122334) PROS1

KommeHTapum Kk npobe: Y naumeHTa o6Hapy>KeH naToreHHbIN Unn yCrnoBHO NaToreHHbI BapmaHT reHa PROS, BeisbiBatoLLmx
HacrneaCcTBEHHYO HEAOCTAaTOYHOCTb NpoTeMHa S.

HacneacrBeHHas HE[OCTAaTOYHOCTL NPOTEMHA S IBNSETCH ayTOCOMHO-AOMUHAHTHBIM 3aboneBaHNEM C PacnpoCTPaHEHHOCTbLIO
0.01-1% B nonynsAumun. Y reTepo3nroTHbIX HOCMTENen NaToreHHbIX BapMaHTOB MOryT HabnogaTtbcs TPOM603bI ry6GOKMX BEH,
TPOMOO3IMOONUS NEroYHbIX COCYA0B, MOBBILLEHHbI PUCK HEBbIHALLNBaHWSA 6@peEMEHHOCTH Y XEeHLWMH. Halue Bcero cuMnToMmsl
HabnopatoTcsa B BodpacTe o 40-50 net. OTHOCUTENbHbIN PUCK pa3BUTMA TPOMBOTUYECKUX CoObITHI (TPOMG03a rMyBOoKNX BEH HUXKHUX
KOHEYHOCTEWN) Y HOCUTEnen reTepo3nroTHbIX MATOrEHHbIX U YCITOBHO NaToOreHHbIX BapuaHToB cocTasnsiet 32.4%. Y HocuTenen
rOMO3UrOTHbIX BapMaHTOB MIU CIOXHbIX FeTEPO3UroT HabnoaaeTcs NOBbILWEHHbIX PUCK Pa3BUTUS TPOMG030B B Honee Mornogom
BO3pacTe, a Takke pa3BUTME HEOHATaNbHOWM Nypnypbl.

Mpu nonyyeHHOM pe3ynbTaTe Takke pekomeHayeTcs obcnefoBaHne bnvkanMx KPOBHbIX POACTBEHHUKOB.

PasBepHyToe 3akntioyeHne B cooTBeTcTBUM € pekomeHgaunamm HGVS n EMGQN moxeT 6b1Tb NpegoctaBneHo no 3anpocy.
MpepacTaBneHHble AaHHbIE U MHTEpNpeTauns pe3ynbTaToB COOTBETCTBYHIT pekomeHaaunsm American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. Ncnonb3yemblé pedepeHcHble nocneaoBatensHocT - NC_000003.12 , PROS1
RefSeqGene (LRG_572).
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