NABOPATOPUSA  HayyHbli LLEHTp +7 495 540-42-75 \ dnkom.ru \ info@dnkom.ru

_. MOHEKynﬂpHO_FEHETMqECKMX JlMueH3ua aenapTamMeHTa 3apaBooxpaHenms r. Mocksbl N2 f o ] Y.
d AH KOM uccneL0BaHui mjocxua i-hcipcncukvﬂg:p-,q,élkpl MHII77077683’;O gréffif%?x@%ﬁf;’;
®.1.0.: NPUMEP PE3YNbTATA Basiska Ne: 3302547139 NI I
OaTta poxgenns: 02.02.2004 (19 n.) MNon: M 3akasuuk: "lMonHoe HaumeHoBaHue
Peructpauusa 6uomatepuana: 15.09.2023 ropuaumyeckoro nuua"
Buomatepunan: Kposb ¢ O[ITA; WcnonHutens: 000 "OHKOM"

CokpaleHHoOe uccnegoBaHme HepoCcTaToyHOCTU npoTenHa C, npotenHa S u aHTuTpombuHa lll npu

Tpombodmnumn
MNokasaTenb PesynbTaTt Ped. 3HayeHusn
PacnpocTtpaHéHHble myTauun B reHax PROC OGHapyXeH NaToreHHbIN BapuaHT: ':zfoi:izﬁ';e:: r;zLi?::b:;ﬁstz;Q%BH;
(3, 7 ak3oHbl), PROS1 (11, 12 3K30HbBI) 1 reTepo3nroTHbIA NAaTOreHHbIN BapuaHT rena SERPINCF; ok3oHax 11. 12 rek,ia
SERPINC1 (2, 7 3K30HbI) reHa SERPINC1 p.G234L (rs1234) PROS1,.k30Hax 3, 7.reHa PROC

KommeHTapum Kk npo6e: Y nauueHTa 6bina o6HapyxeH reTepo3nroTHbIN NaTOreHHbIN UMW YCNOBHO NaforeHHbI BapuaHT reHa
SERPINC1, BbI3blBalOLLMX HACNEACTBEHHYH HEAOCTAaTOYHOCTb aHTUTPOMOUMHA IIl. aHHbIN pe3ynbTat NoOATBEPKAAET ANarHo3
HacrneaCcTBEHHON HeAOCTAaTOMHOCTU aHTUTpomMOuHa |l MpU HaNMYMKM xapakTepHOW KNMMHNYECKOWN 1 nabopaTOPHON KapTUHBI.
HacnepcTtBeHHast HeoocTaTo4YHOCTb aHTUTPOMOUHa Il npeacTaensieT cobon ayTocoOMHO-AOMUHAHTHOE 38aboneBaHue ¢
pacnpocTpaHeHHocTbto 1:500 - 1:5000 6onbHbIX B 06Lwe nonynsaumu. 3abonesaHue cBsi3aHO C NMOSBMNEHUEM NaTOreHHbIX BApUaHTOB B
reHe SERPINC1, KoTopble MOryT CHMXaTb KOHLeHTpauuio 6enka (Mytauus Tuna |), nnbéo.EHmkaTb €ro akTMBHOCTb (MyTauumm Tuna Il).
HocntenbCcTBO reTepo3nroTHOro natoreHHoro Bapmanta reHa SERPINC1 yBenuumBaet Tpombotmyeckmii puck 0o 20 pas. KnuHuuecku
3aboneBaHue y B3pOCHbiX NPOSBNSAETCA TPOMO03amu rnybokmx BeH (HUXHME KOHEYHOCTU, Me3eHTEPUYECKME BEHDI, JTIETOBHbIE BEHbI,
LepebpanbHble BeHbl, MOpTanbHasi BEHa 1 MOBEPXHOCTHLIE BEHbI), @ Takke TPOMO03aMu ceTHaTKM 1 apTepuanbHbiMK Tpombo3amu.
JTabopaTopHbIMM MapKkepamv HeOCTaTOYHOCTH aHTUTpombuHa 1l Ha3biBaloT CHIMKEHVE KOHUEHTPpaUny aHHOro 6erka unmn CHXeHne
YPOBHS aKTUBHOCTM aHTUTPOMOMHa lll. HyxxHO 0TMeTuTb, 4TO Takme BapuaHTsl; kak p.Alad16Ser, p.Arg79His, p.Pro73Leu, p.Val30Glu
reHa SERPINC1 MoryT Bbi3blBaTb Tak Ha3blBaeMyo TPAH3UTOPHYI0 HE4OCTATOYHOCTbL aHTUTpoMbuHa Ill, npyn KOTOpoW akTUBHOCTb
AaHHOro doepMeHTa BapbupyeT B TEHEHUN BPEMEHN.

Mpu nonyyeHHOM pe3ynbTaTe Takke pekomeHayeTcs obcnefoBaHUe bnvKanLMX KPOBHBIX POACTBEHHUKOB.

PasBepHyTOe 3akntoveHne B cooTBeTCcTBUM C pekoMeHaauuamm HGVS " EMGQN moxeT 6biTb MpegocTaBneHo no 3anpocy.
MpeactaBneHHble AaHHbIE U MHTepNpeTauns pe3ynbTaToB COOTBETCTBYIOT pekomeHaaunssim American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. Vicnosibayemble pedepeHcHble nocnegosaTtensHocTn - NC_000001.11, PROC

RefSeqGene (LRG_577).
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