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SAK/TIONEHMUE
no pesyabratam cekseHuposaHua [AHK (MonHoe cekBeHupoBaHue 3K30Ma)

MNauuenT: NMaHbwmuHa Munana MuxaunosHa
Mon: eHckuu

Aarta poxaerua: 03.09.2016

Bua marepuana: Kposb (BeHO3HaA)

Jara 3abopa: 03.07.2018

AnarHos: Aytusm.

1. NaroreHHblie MyTaLuUK, ABNAIOLMECA BEPOATHOW NpUUMHOMK 3aboneBaHun

MNonowenue (hgl9) [FenoTun ew ﬂunmue;;e B 3amena AK BEGH Tﬁaur.upum Yacrora Fny6una
kAHK annena* NpouTEeHUA
He BbifABAEHO
2. BepoATHO NatoreHHbie MyTauuu, ABNAAIOLLIMECA BO3MOXHOM ﬂpH‘-IHI-IUﬁ 3abonesaHuA
MNonowenue (hgl9) |FenoTun reu—_ MonoxeHue & 3am:uail{ IK30H Tpauvckpunr - [Hacrora Fnybuna
IKAHK | annenn* NpouTeHUA
He BbifsBACHO

3. MyTauuu c HeM3BECTHbIM KNAUHUYECKUM 3HaYEeHUEM, UMeloLLiue BOSMOKHOE OTHOLLEHMUE K
deHoTUNy. AnA yTOUHEHWA CTaTyCa NAaTOreHHOCTH TaKUX MYTaLlMii U UX OTHOLLEeHUA K 3abonesaHuio
y RayMenTa moryTt norpebosaTthca AONONHUTENbHbIE UCCEA0BAHUSA.

Nonowenne (hgl9)|fenotun |lew Nonowenmes — |3amena AK " [3xzom Tpanckpunrt. |Yacrora [ray6una
Kﬂl'“f__ . Y annens™ NPOYTEHUA

He BbiABNCHO

T R

*Yacmomes: anneneli npusedenst no base Exome Aggregation Consortium (esibopka 0o 60702 4enosek). H/0 = Hem OaHHbIx (He onucaH)

UHTEPMNPETALUMUA
Y MaHbwmHou MunaHbl MuxannosHbl 6bin NnpoBeaeH MOUCK NATOreHHbIX MYTaLUKUK, aCCOLUUPOBAHHbIX C
HacneacTBeHHbIMKU hopMamMu YMCTBEHHOW 'OTCTAaZIoCTU U PacCTPOMUCTBaMKU ayTUCTUHECKOro CnekTpa,
HacneACTBEHHbIMU HenpoaereHepaTUBHbIMU 3aboneBaHMAMMK, 3 TaKkKe C APYrUMMU HacneACTBeHHbIMU
3aboneBaHuUAMU CO CXOAHLbIMU PeHOTUNUYECKUMU MPOABNEHUAMM.
3HauYMMBbIX U3MEHEeHMM, COOTBETCTBYIOLLMX KPUMTEPUAM NOUCKA, He 0BHapyXeHo.

PEKOMEHAYeTCA KOHCYNbTauUA Bpayva-reHeTUKa. Pe3ynbratbl AAHHOrO UCCNen0BaHUA MOryT ObiTb
NPasuibHO UHTEPNPETUPOBaHbI TONIbKO BPaYOM-TeHEeTUKOM.
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CBEAEHUA O KAYECTBE UCCJZIEAOBAHUA

y “Bceru npnuren-iuﬁ 107909211 A Bcero BbIABNEHO BAPUAHTOB 22§2_55 a
AnvHa npouteHmi | 2x100 n.o. BapuaHToB nocne punsrpaumu no. [0

ﬂTPﬂ‘IHTEIHO Hykneotuaos | 21.58 mapa. 6a30BbIM KpUTEPUAM HENaToreHHOCTU U
CpeaHee nokpbiTHe | 124.9x |

OL€HKM NO KIMHUYECKUM KPUTEPUAM
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CCbIJIKU HA UCTNOJ/Ib30OBAHHBIE BA3bI JAHHBIX U TUTEPATYPY

http://www.omim.org/
http://www.ncbi.nlm.nih.gov/snp/
http://evs.gs.washington.edu/EVS/
http://exac.broadinstitute.org/
http://www.ncbi.nlm.nih.gov/clinvar/
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