INVITRO

®PNo
Mon: XeH
Bospacr: 1rop
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 RAB27A M. CM.KOMM. MNpoBoAnNOCh UCCnefoBaHME Ha NpeaMeT BblsBrieHns CMHApoMa

pucuennu.
Pe3ynbTaT npunaraeTcs Ha OTAeNbHOM BnaHke.

BHuMaHMe! B 3neKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHWE UCCEeN0BaHNA COAEPXXUT CChISIKY Ha CTPaHuULYy caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

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

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VIH3 999999999

®.1.0., 2020 r. p., obcnenoBanace B OO0 «He3aBucumas nabopatopust MTHBUTPO» wnensio
BbisiBiieHUs1 MyTauuii B reHe GLI3 (RAB27A), mpuBoisiiux K BO3HMKHOBEHHUIO CHHAPOMA
['pucuennu (npoduns Ne 7737RAB27).

CqupDM Fpucueﬂﬂu —pedkaﬂ aymocomHo OOMUHAHMHASA anomanus, 3ampazuearowasl paseumue yepena, iuya u KOHeuHocmell.

3abonesanue xapaxmepuszyemcs CielyrOWUMY AHOMATUAMU PA3BUMUSL: NPEaKCUAIbHAs noauoakmuaus (yeeauvernue xoauvecmea I-1V
nanvyes Hoe), NOCMAKCUATbHAA NOAUOAKMUAUA (NOAUOAKMUIUSL MUSUHYA), NOTUCUHOAKMUNUSA (CpaujeHue COCeOHUX Nnaabyes KaK
pe3yabmam HenoIHo peOyKyuY uiu OmMCcymcmeus peoyKyuu Melcnaibyesblx nepecopoook 8 npoyecce IMOpuo2ene3a) pyK, pacujenieHue
KOHYeBbIX (hanane OONbuuUx naivyes, 2Unepmenopusm (YeeauvenHoe paccmosanue mexcoy 6HympeHHUMU Kpasmu 21a3Huy), Makpoyeganus,
uepenno-nuyesvle Marbhopmayuu.

B o6pasne IHK obGcrnenyeMoii mpoBeIeHO UCCIEA0BaHUE KOAUPYIOIIEH MOCIeI0BaTEIbHOCTH U
o0JiacTeil PK30H-UHTPOHHBIX coeluHEeHUN reHa RAB27A MeTronom mpsMoro aBTOMaTHYECKOIO
CEKBEHHMPOBAHMS, YTO MO3BOJISIET BBISIBUThH KaK YaCThIEC, TaK U PEAKUE MYTallMU B JAHHOM T'EHE.

MyTauuu He BoisiBJeHbI (BapuaHT N/N),

AHK ®.1.0. reH RAB27A

5.1 [MaTtoreHHble M BEpOATHO MAaTOreHHble BapuaHTbl He
BbISIBJIEHbI

YTO JIeJIaeT MAaJOBEPOSTHBIM Hajduuue cuHapoma ['puciierum (a Takxke APYruX HACIEICTBEHHBIX
3a00JeBaHui, 00OYCIOBICHHBIX MyTalusiMu B reHe RAB27A).

Ecnu He TOYHON YBEpEHHOCTH B JIMArHO3€, HO €CTh OCHOBAHUE MPEAIoiaraTb HaJu4ue Kakoro-
aM00 HACIEICTBEHHOTO 3a00JeBaHUs, II€JI€CO00pPa3HO pENIUTh BOMPOC O TMPOBEIACHUU
MOJHO3K30MHOTO  CEKBEHUPOBaHUSA  (KIMHUYECKUH  3K30M), MO3BOJIIONIETO  IPOBECTH
OJIHOBPEMEHHBIN MOUCK MyTaIuii B 60oabiioM ynciie reHoB. B OO0 «He3aBucumas naboparopust
NMHBUTPO» nanHO€ HCCIEN0BAHUE B HACTOSAIEE BPEMS HE TPOBOJIUTCH.

[Tpn HEOOXOAMMOCTH TIOJTYYCHHS TOTIOJIHUTEILHON MH(POPMAITUU TIO pe3ysIbTaTaM 00CIIeIOBAaHUS
PEKOMEHIYeTCSl KOHCYJIbTALMS Bpa4ya-Te€HETHKA.

K.M.H., Bpau-reHeTnK ML.IL. / Iloanuck Bpaua



