INVITRO

(017 [0)

Mon: XeH

Bo3pacT: 28 ner

NH3: 999999999

[aTa B3dTna obpasua: 18.07.2019 17:39

[aTa noctynnexus obpasua: 18.07.2019 20:34

Bpau: 08.08.2019 15:44

[aTta neyatu pesynbTaTa: 01.02.2021 16:37

UccnepoBaHue PesynbTaT KoMMeHTapwuii

CungpoM TAR RBMS8A M. CM.KOMM. Pe3ynbTaTt npunaraeTcs Ha oTAenbHOM BnaHke.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHWe UCCIeNoBaHNs COAEPXKMUT CChISIKY Ha CTpaHuLly canTa
http://www.invitro.ru/c onMcaHnem nccnegoBaHus.

PesynbTaThl nccnenoBaHUi He ABNSILOTCA ANnarHo3om, Heobxoanma KOHCYJlIbTauu4a cneunanncra.



SAKVIIOYEHHUE

HH3 999999999

®dUO, 1991 r.p., obcnenoBasiack B OO0 «HESABUCUMAS JIABOPATOPUA
«MHBHUTPO» c uenbto BbisiBIeHUs MyTauui B reHe RBMS8A, oTBewatomem 3a
passutre cuHapoma TAR (TpombOonuroneHuu-amiazuu paaumyca) (mpoduias Ne
7186).

TAR-cunopom (Thrombocytopenia - Absent Radius syndrome, TAR syndrome) - peoxoe Hacnedcmeennoe
3a0601esanue ¢ AymoCoOMHO-PEYeCCUBHOM MUNoOM Haciedosanus. Yacmoma zabonesanus ve npesviuiaem 1 na 100 000
HOB0pOdICOeHHbIX. Knunuueckas kapmuna xapakmepusyemcs mpomboyumonetuell u 08yCIMOpOHHUM OMCYMCMEueMm
JIY4esbiX KOCmel.

B bonvwuncmese ciyuae zabonesanue evizvisaemcs oeneyueu 200 m.n.n ¢ pecuone 1g21.1, sampacusarowas 2em
RBMS8A 6 00notl konuu 2ena , u mouxkosou mymayueil 8 5’ 001acmu 3moeo Jice 2eHa Ha OPy20ll KONUU 2eHd.

B o6pasne JIHK u3 numdonntoB nepudepuueckoit kpoBu Gpro
METOJIOM TPSIMOTO aBTOMATUYECKOTO CEKBEHHPOBAHUS MCCIEIOBAHBI BCE DK30HBI
rena RBM8A, a taxxe npuieraronye K HiM UHTPOHHBIE YYaCTKH.

[IpoBeneH Taxxke aHanu3 HAIMYUS aejienun pernona 1g21.1.

MyTaIII/Il/I H€ BBIfIBJICHBI.

Nokyc 1211,
FeHbl

IHK Damunua, 1.0, l'en REMBA Uncno konui

PDE4DIP axzou n=
10
tar38.1 N HFE2 sx30m 4 n=2
PEX11B 34 n=2
CD160 araon 4 n=2

Hamnune TAR-cunipoma y oOcienyemMoil ManaoBepOsiTHO, XOTSA U HE UCKIIFOUEHO
co 100%, Tak Kak TEOPETUYECKH BO3MOKHO HAJIMYHME PEAKUX MYTALMU B JAPYTHX
9K30HAX I'€Ha, HE TECTUPYEMBIX B JAHHOM HCCIIEOBAHUN).

[Ipyu HEOOXOAUMOCTH TMOJYYEHHUS! JIOMOJIHUTENBbHON HH(OpManuu 1O
pe3ynbTaTam 00CIeI0BaHMs PEKOMEHIYETCSl KOHCYJIbTAllMs Bpaua-reHeTHKA.



PexomMmeHngoBaHo:

Ecnu He ToOuHO# yBEpEeHHOCTH B IUarHO3€, HO €CTh OCHOBAHUE MPEANOIaraTh
HAJIM4YUE KaKoro-au0o HaCJIeICTBEHHOrO 3a00JeBaHMs, 1IENECO00pa3HO PEIINTh
BOIIPOC O TMPOBEIECHUU SK30MHOTO CEKBEHHWPOBAHHUSA, IMO3BOJISIONIETO MPOBECTU
OJIHOBPEMEHHBII MOUCK MyTaluii B 00ab10M yucie renoB. B OO0 «HeszaBucumas
nabopatopus MHBUTPO» nmanHOE wmccnenoBaHue B HACTOSIIEE BpeMs HE

ITPOBOJUTCHL.
K.M.H., Bpay-reHeTuK (®HO)



