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OnarHocTtuka 1, 2A, 2B, 2M,2N, 3 TunoB 6one3Hun cooH BunnubpaHaa

MNMokasaTtenb PesynbTtar Ped. 3HaueHus
OB6HapyxeH naToreHHbIN BapuaHT reHa He obHapyeHOo NnatoreHHbIX 1 YCIOBHO
MyTtaummn reHa VWF B 18-21 1 28 ak3oHax VWEF: reTepo3uroTHbI NaToreHHbIn naToreHHbIX BapnaHToB 3K30HOB 18-21 n
BapuaHT p.V123G (rs124354) 28.reHa VWF

KommeHTapum Kk npobe: Y naumeHTa 6611 o6HapyXeH natoreHHbIV Unu yCnoBHO naToreHHbIn BapnaHT reHa VWFE, accounnpoBaHHbIN
¢ 6onesHbto hoH Bunnubpanaa (BPB). JaHHbI pe3ynbTaT npu HanuMumMm xapakTepHbIX KMMHUYECKUX U J1a00paToOPHbIX AaHHbIX
no3BonseT NOATBEPANTbL HACNeACTBEHHY hopmy BDB.

B®B npeacrtaBnset cobolt 04HO U3 CaMblX pacnpoCTpaHEHHbIX 3a60neBaHnN, CBA3aHHbIX C NOBbILLEHHBIM PUCKOM KpoBOTeueHui. Mpur
B®B kpoBoTEUEeHUA MOryT BO3HUKATL Kak B MnageHyecTBe (npu 3 Tune), Tak 1 B 6onee no3gHem Bo3pacTte. Halue Bcero coctosiHue
NpOoSIBMSETCSA 3MM304aM1 KPOBOUSIUSAHUIA HA CIM3NCTLIX MOBEPXHOCTAX M KOXe Npu dounsmnyeckom BedaencTeun. Kpome atoro, moxeT
HabngaTbca MeHopparusi, TPoMOoUMTONEHMS, a Takke bonee Tshkernble cryvyan KpoOBOTEYEHMS B TKaHU MbILLL, U CyCTaBbl. TSXECTb
KpoBOMNoOTEpM 06paTHO KOPPENUPYET C KOHLUEHTpauuen cdaktopa doH BunnubpaHaa.

B 3aBncnmocTr oT hopMbl NATONOrMYECKOro nameHeHus akropa oH Bunnnbparnga pasnuyarot Tunsl 601e3HM C KONMYECTBEHHbLIM
nameHeHveM (Tvn 1 u Tun 3) U ¢ Ka4eCTBEHHbIMU U3MeHeHuamu (Tun 2A, 2B, 2M, 2N). Tun1 BPB npeactasnseT coboi Hanbonee
pacnpocTtpaHeHHyo chopMmy BPB 1 cBA3aH Co CHMKEHUEM KOHLeHTpauum 6enka. CoctosHne HacneayeTcs ayTOCOMHO-AOMUHAHTHO,
ofiHaKo y okono 25% nauneHTOoB He yaaeTcs HauTu naToreHHbI BapuaHT B reHe VWE. [pu Tune 3 BOB Habniogaetcsa npaktuiecku
NnonHoe oTcyTcTBME hakTopa, YTO NPUBOPAMUT K TSHKENbIM KpoBOTeYeHUaM{ HacneayeTcsa aytocoMHo-peLieccnBHo. [Npu Tnnax 2A, 2B,
2M B®B HabntogaeTcsa HapyLlleHne hyHKLMOHaNbHOM akTMBHOCTY chakTopa doH Bunnbparnaa. JaHHble Tunel BOB Hacnegyrotcs
ayTOCOMHO-AOMUHAHTHO. Tun 2N HacnegyeTcs ayTOCOMHO-PeLEeCCUBHO. BbiBreHne reTepo3nroTHOro NaToreHHoro Unn ycrioBHO
naTtoreHHoro BapuaHTta reHa VWF He no3BonsieT ¢ yBepeHHOCTbHM0ATBEPANTE AnarHo3 BOB 2N Tuna, Tak kak AaHHOEe COCTOsIHUE
HacrnegyeTcs ayToCoOMHO-peLieccnBHo. OgHaKo, NpY HanU4MmM KNMHUYECKUX nabopaTopHbix nposiBneHunii BOB reteposuroTHoe
HOCWTENbCTBO NAaTOreHHOro BapuaHTa 3Ha4YnTENbHO NOBLILIAET BEPOATHOCTb HaNnynst y naumneHTa gaHHoro 3aboensanus. Mpu
0oBHapy>XeHN roMO3UroTHOro NaToreHHoro BapuaHTa guarHo3 b®B 2N Tuna noateepxaaetcs. OGHapyXeHne ABYX reTepOo3nroTHbIX
BapuaHToB B reHe VWF TpebyeTcst OLeHKM LNC- U TpaHC- NOMOXKEHMWS BbIABIEHHBIX U3BMEHEHWI MyTEM reHOTUNUPOBAHUS OTLa U
Matepwu 6onbHoro. Mpu 2N Tune 3abonesaHus He HabnaaeTes CHMXKEHWE KOHLeHTpaumm pakTopa doH Bunnubparaa ($B), ogHako
HapyluaeTcs cBA3blBaHWe gaHHoro 6enka ¢ paktopom VI, 4To npnBOAMT K NOBLILUEHHON CKOpOCTU NpoTeonu3a daktopa V. B cBs3u
C onucaHHbIM natoreHe3om, cumntomMel 2N Trna OB cxoxun ¢ npossneHusamMmn remocunum A.

PasBepHyTOe 3akmntoveHve B cooTBeTCTBUM C.pekomenaauunamm HGVS n EMGQN moxeT 6biTb MpegocTaBneHo no 3anpocy.
MpeactaBneHHble AaHHbIE U MHTepNpeTauinsa pe3ynbTaToB COOTBETCTBYIOT pekomeHaaunsm American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. cnonb3yemble pedepeHcHble nocnegosatensHocT -NG_009072.2, VWF
RefSeqGene (LRG_587).
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