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MonHas MOJIeKynsaApHO-reHeTU4eCKaad AMarHOCTukKa BpoXxXaeHHoOro aHruoHeBpoTU4eCKOro oTeKka

MNMokasaTtenb PesynbTtar Ped. 3HaueHus
OGHapyXeH NaToreHHbIN BapuaHT:
N N He obHapy>eHo natoreHHbIX BapuaHToB B
MyTaummn reHa SERPING1 reTepo3nroTHbIN NaToreHHbIV BapnaHT rere SERPINGA
p.J1234L (rs1238)
KommeHTapum k npobe: Y nauneHTa 6611 06HapyXeH NaToOreHHbIV UK YCNOBHO NatoreHHbl BapuaHT reHa SERPING1. aHHbin

pes3ynbTaT NOATBEPXAAET ANarHo3 BPOXXAEHHOIO aHIMOHEBPOTUYECKOrO OTeka, accounnpoBaHHoro ¢ reHom SERPINGT.

BpoaeHHbI aHrIMOHEBPOTMYECKMIN OTEK, accoLmmnpoBaHHbIn ¢ reHom SERPING1, npeacraensieT co60i ayToCOMHO-AOMUHAHTHOE
3aboneBaHue, CBA3aHHOE CO CHMXEHMEM YPOBHS (NaToreHHble BapuaHTbl Tvna |) nnmn akTMBHOCTM (NaToreHHble BapuaHTbl Tuna ll)
6enka nHrnéutopa C1-actepasbl. HapyleHune paboTel gaHHOro 6enka npyBOAWT K HEKOHTPOSTMPYeMOWV akTnBaLmMm CUCTeMbI
KOMMNnemMeHTa n 6pagMKMHNHOBON cucTeMbl. KnMHMYeCckn faHHble MOMeKynsipHble HapyLUeAns NPOABNAOTCA aNM3o4amum
HeBOCManNUTEnbHbIX, HEMUTTUPYIOLLNX OTEKOB MSATKUX TKAHEN, CTEHOK KNLLEYHUKA 1 YPETPbl, FOPTaHu U A3bika, KOXXHbIX MOKPOBOB.

Mpun nonyyeHHOM pe3ynbTaTe Takke pekoMmeHayeTcs obcnegoBaHve Gnukannx KPOBHBIX POACTBEHHNKOB.

PasBepHyTOe 3akntoveHne B cooTBETCTBUM C pekoMeHaauusmm HGVS n EMGQN moxeT ObiTb NpeocTaBneHo no 3anpocy.
MpeacTaBneHHble AaHHbIE U MHTEpNpeTauns pe3ynbTaToB COOTBETCTBYIOT pekomeHaaumnssm American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. Vicnonb3yemele pedepeHcHble nocnegosaTensHoctn - NG_009625.1
SERPING1 RefSeqGene (LRG_105).

,El,aTa BbINOJTHEHNA UCCneaoBaHnA: Pe3yanaTb| 0,D,O6p|/|]'|:


https://dnkom.ru/q/1/40.403/

