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WccnepoBaHue PesynbTaT KoMMeHTapuit
e RPS19 M. CM.KOMM. [MpoBoannock nccneaoBaHne Ha NpeaMeT BbisiB/IEHUS AHEMUN

[aimoHpa-bnekdeHa.
Pe3synbTaT npuiaraercs Ha OTAeNbHOM 6naHKe.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6r1aHka Ha3BaHUE UCCIEN0BaHNS COAEPXMUT CCbISIKY Ha CTpaHMLY caiita
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS AMarHo3oM, Heobxoamma KOHCY/1bTauua creunanncra.

M.M. / Noanuck Bpaya
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SAKJIIOYEHHUE

MH3 999999999

®.U.0., 2021 r.p., oocnenoanace B OO0 «HezaBucumas naboparopus MHBUTPO» ¢ nensio
MoMcKa 4acThIX MyTaiuil B rene — RPS19, npuBoasmmx k BO3HUKHOBEHUIO OAHON U3 (OpM aHEMUU
Haitmonna-biekdepna (mpoduns Ne 7881RPS).

B saxmouenuu ucnonvsyiomes credyiowue mepmunbl.

Tomoszucomnoe cocmosinue (HOCUMENLCMBO)— COCMOsIHUE, NPU KOMOPOM 00 2eHa 6 nape (8ce 2eHvl y 4esl08eKd napHule) A6Isomcs aubo
HOPMATbHBIMU, TUOO MYMAHMHLIMU

Temeposucomnoe cocmosnue (HOCUMENLCBO) — COCMOsAHUE, KO20Ad 00UH 2eH U3 NAPbl HOPMAIbHYIL, d 8MOPOL — Hecem 6 cebe Mymayuio
Anemuu /laiimonoa-bnexgpepna - nacreocmeennas awmemusi panHe2o O0emicKO20 803pACHd, CONPOBONHCOAIOWAAC BbIPANCEHHBIM
VMeHbUleHUeM 3PUMpoyumos, u pemukyioyumos. Huoeoa 603MOJXHCHO cOYemaHue ¢ HOPOKAMU PA38UMUsl CepOedHO-COCYOUCMOU
MOUenon08ol cucmem, cKeiema u iuyedblmu OusMopuamu.

K nocmosaunvim npusnakam 0onesHu OMHOCAM YMeHbUEHUE YUCAA IPUMPOUOHBIX eOUHUY 8 KOCMHOM Mo32e, NOBbluleHUe VPOBHs
IPUMPONOIMUHOE 8 KPOBU, OeeKm 000ABOYHbIX KNEMOK KOCMHO20 Mo32a. [uasnocmuyeckue kpumepuu anemuu Jaiimonoa-bnexgepna:

. HOPMOXPOMHASL, YACTO MAKPOYUMAPHAS AHEMUSL,

. 2nyOoKask peMuKyIOYUMoneHusl;

. HOPMOKIEMOYHbII KOCIHbIU MO32 C UB0TUPOBAHHBIM CHUNCEHUEM COOEPAHCANUS IPUMPOUOHBIX NPEOUIeCNEEHHUKO8,
. HOpMAIbHOE UM HE3HAYUMENbHO CHUNMCEHHOE YUCTIO SPAHYIOYUMOS,

. HOpMAIbHOE UMY HE3HAYUMENbHO NOBbIUEHHOE YUCTO MPOMOOYUMOS.

B o6pasne JIHK ob6cnenyemoit nposenén nouck myrtarui B reHe RPS19 Bo Bceil koaupyronieit
MOCJIEIOBATEILHOCTA METOOM MPSMOTO aBTOMAaTHYECKOTO CEKBEHUPOBAHMSI.

MyTanuu He BbIsiBJIeHbI (BapraHT N).
OHK ®.1.0. reH RPS19

55.1 MaTtoreHHble U BEpOSATHO NATOreHHble
BapuaHTbl HE BbISIB/IEHbI

[TonyueHHBINH pe3ynbTaT HE HUCKIIOUaeT AuarHo3 anemuu Jlaiimonna-bnekdepna y o6ciaeayemoi,
TaK KaKk BO3MOYKHO HaJIMuue y He€ Ipyrux popMm AaHHOTO COCTOSHHMS, CBSI3aHHBIX C MyTaI[UsSIMH B
npyrux rerax (RPS1, RPL35A, RPLS, RPS10, RPS17, RPS24, RPS26, RPS7, RPL15, RPS29,
TSR2, RPS28, WGG1, RPL26, RPS17L1, RPL117L2), He TecTUpyeMbIX B JAHHOM UCCJIEOBAHUU.
Ecnu He TOuHOUM yBEpEHHOCTH B JUArHo3e, HO €CTh OCHOBaHUE IMperosarath HaJu4ue Kakoro-
a100 HACIIEICTBEHHOTO 3a00JI€BaHMS, 1IEJIECO00PA3HO PEIINTh BOIIPOC O MPOBEICHUH 3K30MHOTO
CEKBECHUPOBAHMSI, TTO3BOJISIONIECTO MPOBECTH OJHOBPEMEHHBINM MOUCK MYTAIMi B OOJIBIIIOM YHCTIE
reHoB. B OO0 «HezaBucumast nabopatopus UHBUTPO» nannoe uccienoBanne B HACTOSIIEE
BpEMS HE IIPOBOJUTCA.

Ecnu uccnenoBanue ObLIO MPOBEACHO C IIEJbIO BBISBJICHUS HOCHUTEJIBCTBA M3BECTHOW B CEMbE
MYTaIlMU Y 3I0POBOTO, TO MPOBEAEHHOTO UCCIEAOBAHHUS JIOCTATOYHO.

[Ipy HEOOXOAMMOCTH MOJYYCHUS AOMOJHUTEILHON HHGOPMALIUK IO pe3ybTaTaM 00Cie0BaHus
PEKOMEHAYETCs] KOHCYIbTAllUs Bpaua-TeHETHKA.

K.Mm.H., Bpau-reHeTukK M.II. / Iloanuck Bpaua



