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MonHasa MoneKkynApHoO-reHeTU4YecKas AMarHocTMKa HeAOCTaTOYHOCTU aHTUTpomM6uMHa lll npu

Tpombodmnumn
MNokasaTenb PesynbTaTt Ped. 3HayeHusn
OGHapyXeH NaToreHHbI BapuaHT:
N y He obHapyxeHo natoreHHbIX BapUaHTOB B
MyTaummn reHa SERPINC1 reTepo3nroTHbIN NaToreHHbI BapuaHT reHe SERPING1
p.B123K (rs123434)

KommeHTapum k npobe: Y nauuneHTta 6bin 06HapyXeH reTepo3uroTHbIN NaTOreHHbIA UNKU YCIOBHO NaTOREHHbIN BApUaHT reHa
SERPINC1, BbI3blBalOLLMX HACNEACTBEHHYO HEAOCTAaTOMHOCTb aHTUTpombuHa lll. JaHHbI pe3ynbTatfloaTBepkAaeT anarHo3
HacneacTBEHHOW HeJOCTAaTOMHOCTM aHTUTPOMOUHA Il npyu HaNUYMKU xapakTepHON KIMMHUYECKOW 1 NabopaTopHON KapTUHBbI.

HacnepncrtBeHHast HeooCTaTO4HOCTb aHTUTPOMOUHa lll npeacTaensieT cobon ayTocOMHO-AOMUHAHTHOE 38aboneBaHue ¢
pacnpocTpaHeHHocTbto 1:500 - 1:5000 6onbHbIX B 06Lwet nonynsaumu. 3abonesaHue cBs3aHO € MOSBNEHUEM NaTOreHHbIX BApUaHTOB B
reHe SERPINC1, koTopble MOryT CHUXaTb KOHLEHTpauuto 6enka (Mytaums Tuna |), nnbo.EHmkaTb ero akTMBHOCTb (MyTaumm Tuna ll).
HocntenbCcTBO reTepo3nroTHOro natoreHHoro Bapmanta reHa SERPINC1 ysenuumBaet® TpomboTuyeckmii puck 0o 20 pas. KnuHuyecku
3aboneBaHue y B3pOCrbIx NPosiBNsieTcs TPoMB603amu rny6oKnx BEH (HMXXHUE KOHEYHOCTU, ME3EeHTEePUYECKUE BEHBI, NTErOYHbLIE BEHBI,
LepebpanbHble BeHbl, MOpTanbHasi BEHa 1 NOBEPXHOCTHLIE BEHbI), @ TakKe TPOMO03aMu ceTHaTKM 1 apTepuanbHbiMM Tpombo3amu.
JTabopaTopHbIMM MapKkepamu HeOCTaTOYHOCTU aHTUTpombuHa 1l Ha3biBalOT CHIMKEHVE KOHUEHTPpaUny aHHOro 6erka unm CHXeHne
YPOBHS aKTUBHOCTM aHTUTPOMOMHa lll. HyxxHO oTMeTuTb, 4TO Takme BapuaHTsl; kak p.Alad16Ser, p.Arg79His, p.Pro73Leu, p.Val30Glu
reHa SERPINC1 MoryT Bbi3blBaTb Tak Ha3blBaeMyto TPAH3UTOPHYI0 HE4OCTATOYHOCTb aHTUTpoMbuHa lll, npyn KOTOpoW akTUBHOCTb
[AaHHoro oepMeHTa BapbupyeT B TEYEHUN BPEMEHM.

Mpun nonyyeHHOM pe3ynbTaTe Takke pekoMeHayeTcs obcnenoBafne GamKanLnX KPOBHbLIX POACTBEHHUKOB.
PasBepHyTOE 3akntoveHne B cooTBeTCTBUM C pekoMeHaauusimm HGVS u EMGQN moxeT 6biTe NpeocTaBneHo no 3anpocy.
MpeacTaBneHHble AaHHbIE U MHTEpPNpeTauns pe3ynbTaToB COOTBETCTBYHOT pekomeHaaumnsm American College of Medical Genetics, a

Takke European Molecular Genetics Quality Network. Vicnonbadyemble pedpepeHcHble nocnegosaTtensHocTn - NC_000001.11, PROC
RefSeqGene (LRG_577).
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