INVITRO

®PNo
Mon: XeH
Bospacr: 43 ropga
NH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[JaTta noctynneHuns obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
'eH SH2D1A m. CM.KOMM MNpoBoANNOCh UCCNefoBaHME Ha NPeaMET BblsiBfIeHNsT X-CLUENIEHHOro

numdonponndepaTMBHOro cnHapoMa (6onesHb [yHKkaHa, CUHAPOM
MypTnnbLo).
Pe3ynbTaT npunaraercs Ha oTAenbHOM 61aHKe.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCeA0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda cneumanncra.
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M.M. / Noanuck Bpaya



Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA
VIH3 999999999

®.1.0., 1978 1. p., obcnenoBanace B OOO «HezaBucumas naboparopus MHBUTPO» ¢ uensio
BBISIBJICHUSI HOCUTENbCTBA MyTalnii B rene SH2D1A, orBedaromux 3a pa3putue X-
creriéaHoro muMdonponudeparuBaoro cuaapoma (mpoduias Ne 7982SH?2).

X-cuyennénnwtii numgponponugpepamuensiii cunopom (6onesnv Jynkaua, cunopom Ilypmuivo,) — pedko ecmpeuarowjasncs gopma
nepsuuno2o cemagpazoyumaprozo aumgozucmuoyumosa (IJIT).

Hacnedyemcs X-cyennéumwiii peyeccusHo u Habaoodaemcs y manvuuxos. Ilpu smom cuHOpome UMMYHHAS cucmema 6 COCHMOSHUU
CNpasumvcs ¢ Opysumu UHGeKyuamMy, Ho 3apasxcerue supycom Snuimetina-bBapp svizvieaem maxceneiiuee 3abonesanue.

Kenwunvr agrsiomes 300po8oIMU HOCUMENAMU MYMAYUU.

B o6pasue JIHK ob6cnenyemoii npoBeneno uccnenoBanue JJHK mist BeisiBIeHHs MyTanuii B TeHe
SH2D1A MeToaoM mpsIMOro aBTOMaTUYECKOTO CEKBEHUPOBAHMSL.

BroisiB/IeH aTOreHHbIM BapuaHT (Myrauus) c.245dupA B
reTepo3uroTHOM COCTOSIHUM (BapuaHT ¢.245dupA/N).

OHK ®.1.0. red SH2D1A, 3k30H 3

82.1 c.[245dupA];[=]

Takum oOpa3zom, oOcaeayemas aBiIsieTCs HocuTelbHuIel MmyTanuii B rene SH2D1A, u Mmoxer
nepenarh €€ CBOEMY IMTOTOMCTBY € BEPOSITHOCTBIO 50% He3aBuCUMO OT 1ntosa. [Ipu 3ToOM Manbuuku
OyIyT UMETh KIMHUYECKHUE MPOSIBICHUS 3a00JIeBaHUs, a IEBOYKH — 3JI0POBBIMU HOCUTEIbHUIIAMU
MYTaIHH.

[Tpu HEOOXOIMMOCTH TOTYUEHHUSI TOTIOJHUTEILHON MH(POPMAIIUU TT0 pe3yJibTaTaM 00ClIeIOBaHUS
PEKOMEHAYETCSl KOHCYJIbTALMS Bpa4ya-TeHETHKA.

PexomMenioBaHo:
OO6cnenoBanre POJHBIX OPAaThEB, CECTEP U JAETEH (MTPU HATMYKHK) 00CTeyeMOi Ha HOCUTEIIbCTBO

aHanorunyHor mytaruu B rene SH2D1A (tect Ne 7982). IIpu oOparieHnn skenaTeabHo yKa3aTh
BBISIBJICHHYIO MYTAalIUIO.

K.M.H., Bpau-reHeTuk ML.IL. / [loanuce Bpaua



