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®PNo

Mon: XeH

Bospacr: 42 ropa

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
MwuoToHNYeckas CM.KOMM >372 HykneoTtnaos komnnekca (TG)n(TCTG)n(CCTG)n Ha nepsoi
anctpodwms, Tun 2, CNBP annene - obHapy)xeH NaTonorMyecknii reHoTmn; 138 HykneotTnaos
(ZNF9), u.m. komnnekca (TG)n(TCTG)n(CCTG)n Ha BTOPOIA annene — HopMa

Pe3ynbTaT NpunaraeTcs Ha OTAeNbHOM 6/1aHKe.

BHuMaHve! B aneKTpoHHOM 3k3eMnnspe 6/1aHKa Ha3BaHUE UCCNEN0BaHNS COAEPXMUT CCbISIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda creunanncra.
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http://www.invitro.ru/

Onucanme PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 1982 1. p., oocnenoBanack B OO0 «HezaBucumas nabopatopus UHBUTpO»
¢ nenpto mnoucka myrtamuii B reHe CNBP (ZNF9), oTBeTcTBEeHHOM 3a pa3BUTHE
MHOTOHMYECKOH nuctpoduu tui 2 (poduis Ne 77705).

Muomonuueckaa oucmpogua (M) — msadxcenoe macieocmeenHoe 3abonesanue, nepsvle NPUSHAKU KOMOPO2O
803HUKaOM npeumyujecmeento 6 16-20 nem. M xapakmepu3syemcsa akmugHoU MUOMOHUElN (MUOMOHUYECKUMU CRAZMAMU,
BO3HUKAIOWUMY 8 HAYANe NPOUBONbHBIX OSUICEHUN 2NA8HLIM 00PA3OM 8 NANbYAX PYK U JCe8amenvHOU MYCKyiamype),
MexaHuyecKol Muomonuetl (OIumenbHbiM COKpaueHueM MbIUeUH020 NYUKa 8 Omeem Ha MexaHuyeckull yoap Moiomoukom
no Mbliiye — CUMAMOMOM «PONUKA» UL «BATUKAY), ampoguell Mbludy (TUYEBbIX, WEUHbIX, OUCMALbHBIX MbIUY
KOHeyHocmet) u mblueynoti crabocmvio. Tun Hacnredosanusi — aymocOMHO-OOMUHAHMHBIL C BbICOKOU CMENEeHbIo
nenempanmuocmu. Myoxcuunwt 6oaeiom 6 3 paza uawe sxcenwyun. Ydacmoma ecmpeuaemocmu: 1 na 8 000 uenosex.

B nacmoswee epems eviasneno 08a 2ena, Mymayuu 8 KOMopwix npueoosam K 603HUKHOBEHUIO OAHHO20 3A001e8aHUA!
DMPK u ZNF9.

K muomonuueckoti oucmpoguul-20 muna npueooum nogpesicoenue cena muomonunnpomeunxunasst (DMPK).

Muomonuueckaa oucmpogua mun 2(DM2) — aymocomuo-domunanmuoe 3abonesanue. MonexyiapHo-
eenemuueckoti npuuunou DM2 siensemces ysenuuenue wucna (TG)n(TCTG) n(CCTG)n-noemopoé ¢ unmpone 1 cena CNBP
(ZNF9 (zinc finger protein-9), pacnonosicennozo na xpomocome 3.

B o6pasue JIHK ob6cnenyemoro npoBenieHa mpsiMasi quarnoctuka DM2 ocHoBaHa
Ha orieHke umcia moBTopoB komiuiekca (TG)N(TCTG) n(CCTG)n rena CNBP (ZNF9).

B pesynbraTe aHanus3a 1aHHOTO T'€HA HA OJJHOM U3 aJUIEJIEN BBISBIICHO YBEJIHUYEHHOe
yucso komuii (TG)N(TCTG) n(CCTG)n (n1>372; n2=138).

(dnarnos moareepxkmaercs B ToM ciydae, koraa gyucio (TG)n(TCTG) n(CCTG)n moBTOPOB MpeEBHIMIAET
372).

Takum oOpazoMm, y ®.M.O. BeisiBIeHAa MyTalus, NOPUBOIALIAS K Pa3BUTHUIO
MHUOTOHHYECKOU JUCTpOodUH 2-TO TUNA.

JInarno3 MuoToHn4eckasi JUCTPodus 2-ro TMNA NOATBEPKAEH y 00cjIexyemMoil
MOJIEKYJISPHO-T€eHETHYECKUM METO/I0M.

Y4yuThiBas ayTOCOMHO-JIOMHUHAHTHBIN TUI TIepeaadu JTAHHOTO 3a00JIeBaHUsI, IETU
obcienyeMoii ¢ BeposTHOCTHIO 50% MOIIM yHAcieaoBaTh JaHHOE 3a0oJIeBaHUE.
Teopernuecku OpaThsi U cECTphl oOciemyeMoil (pU HAIWYUU) TakKe MOTYT OBIThH
HOCHUTEIISIMA aHAJIOTUYHON MyTaIUU.

[Tpu HEOOXOUMOCTH MOTYUYEHUS JTOTIOTHUTEIbHON HHPOPMAIIMH TI0 pe3yJIbTaTaM
00cJIeIoBaHUSI PEKOMEHIYeTCSl KOHCYJIbTAIMs Bpauya-reHeTHKA.

Pexomenganumu:

1. KoncynbTanus Bpada-T€HETHKA C YYETOM PE3yJbTAaTOB aHaju3a IS pelieHus
BOIIpOCa O TOM, KOMY €IlI¢ M3 POJACTBEHHHKOB II€JIECOOOPA3HO MPOUTH aHAJOTHUYHOU
o0cJie10BaHuE.

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



