INVITRO

®PNo
Mon: My
Bospacr: 30 net
NH3: 999999999
[JaTta B34TMs obpasua: 14.09.2022
[JaTta noctynneHuns obpasua: 14.09.2022
Bpau: 02.10.2022
[aTa neyaTtu pesynbTaTa: 02.10.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
MyTauun reHa NOTCH3 CM.KOMM MaToreHHbIX BapMaHTOB B 3k30Hax 2-6 1 11 reHa NOTCH3

06Hapy>eHo He 6bIso.
Pe3ynbTaT npunaraetcs Ha OTAeNbHOM 6aHKe.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6r1aHka Ha3BaHME UCCIe0BaHUA COAEPXKUT CChISIKY Ha CTPaHWLY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / NMognuce Bpaya

EEI’IEWIE
E
e


http://www.invitro.ru/

Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.1.0., 1992 r. p., obcnenoBaics B OO0 «HezaBucumas nadoparopusi UHBUTpO»
C LIEJIbIO MOKCKA MyTalui B 3k30Hax 2-6 u 11 rena NOTCH3, npuBoasimux K
BO3HMKHOBEHUIO LIepeOpaibHON ayTOCOMHO-IOMUHAHTHOMN apTepUONaTHH C

cyOKkopTuKalibHbIMU UH(papkTamu u nerikosHuedanonarueit (LLAJACHUII) (mpoduib No
7652).

Ilepebpanvnan  aymocoMHO-OOMUHAHINHAA  apmepuonamus ¢ CyOKOPMUKANbHLIMU — UH@apKkmamu u
neiikonyedanonamueii (LHAJACHJII) npedcmasnsem cobou Haubosee Yacmyr NpUYUHy HACIeOCMBEHHbIX UHCYIbIMOE U
coCcyoucmotl 0emeHyuU y 83pOCbIX.

Hpuuunou pazeumusa LHLAHACHII aenaromes mymayuu ¢ 2ene NOTCH3. 'V 90% nayuenmoe ¢ LIAJTACHJI mymayuu
go3nuxarom 6o 2-6 sKk30max, npeumyujecmeeHHo 8 9k30Hax 3-4. Tun nacneooganusi — aymocomMHO-OOMUHAHMHBIIL.
Xapaxmepuvimu cumnmomamu npu LJAHACHII sersromes muepeno3nonodobuvie 60au ¢ aypoi u mucpenu Oe3 aypol,
MPAH3UMOpPHble uleMudecKue amaki NOOKOPKOBbIX PEeSUOHO8 207108HO20 MO032d, KOSHUMUBHbIE HAPYWEHUs, OeMeHyus,
JaKkyHapHvle uwiemudeckue uncyromel. Knunuueckue nposenenuss LLAJACHII ouens cemepozenisl U MO2Yym 6CMpeyamvcsl
KaK u3onuposamnHo, mak u 6 cogoxynnocmu ¢ ocmanvhvimu. Ipu MPT eonognozco moszea ona LHAACHII xapakmephbi
JIGKYHAPHbIE UHCYIbMbL, JelUKoIHYe(aionamus u ieukoapeos 8 ob1acmu 6UCOYHbIX 00ell U nepugenmpuxyiaptHo. Yacmo
pacnonodicerue CoCyoOUCmplx 04a208 MONCem UMUMUPOBANb XAPAKMEPHYIO IOKATUZAYUIO 04A208 NPU PACCEIHHOM CKIepo3e,
YUMo 3HAYUMENbHO YC0NACHAEM Oughepenyuanbbilli OUAZHO3 OAHHBIX NAYUEHIOE.

B o6pasue JIHK o6cnenyeMoro npoBei€H MOUCK MyTaluii B 9k30Hax 2-6 u 11 rena
NOTCH3 meTonom npsamMoro aBTOMaTH4e€CKOTO CEKBEHUPOBAHUS.

Mytauuu He BbisiBJeHbI (BapuaHT N/N).

ITonmy4deHHbIN pe3ynbTaT HE UCKIIFOYAET MOJHOCTBIO tnarno3 cunapoma LA JTACHII
y 00ciielyeMoro, Tak Kak TEOPETUYECKHM BO3MOKHO Haiuuue 00Jee peaKuX MyTaluil B
rene NOTCH3 (B apyrux sk30Hax).

PekoMeHZ0BaHO pelmUTh BOMPOC C JIEYAllMM BpadoM O LeraecooOpa3HOCTH
MIPOJIOJIKEHUS 00CIeHOBaHNS.

[Touck wmyrammii B gapyrux o9k3oHax reHa OO0 «HE3ABUCHUMASA
JIABOPATOPUSA «MHBUTPO» B HacTosiiee BpeMsi HE MPOBOIUT.

[Tpu HeoOX0AUMOCTH MOJTYUYEHHS JOMOIHUTEIbHOW MH(POPMAILUH 110 pe3yJibTaTaM
o0cie10BaHUsl peKOMEHYeTCsl KOHCYJIbTAllHsl Bpaya-reHeTHKa.

K.Mm.H., Bpau-reHeTuK M.II. / Ilonmuck Bpaua



