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WccnepoBaHme PesynbTaT KoMMeHTapui

ApTporpunos AUCTanbHbIi CM.KOMM. Pe3ynbTaT npunaraetcs Ha OTAeNbHOM BnaHKe.

(cuHapom
®pumeHa LLenaoHa), MYH3
Y.M.

BHuMaHMe! B 3neKTpOHHOM aK3eMnnsipe 6/1aHKka Ha3BaHUE UCCNeN0BaHNS COAEPXKMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

PesynbTaThl nccnenoBaHniA He SBISIOTCS AnarHo3om, Heobxoanma KOHCY/bTauua Cneunasncra.

M.I. / MNoanuce Bpaya
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SAKJIIOYEHUE

MH3 999999999

®UO, 2007 r.p., oocnenoBasiacb B OO0 «HESABUCUMAS JIABOPATOPUA «MHBUTPO»
C LIeJIbI0 TIOMCKA YacThIX MyTaluil B reHe MY H3, npuBoaT Takke K pa3BUTHIO apTPOTPUIIIO3A
qucTanbHOro- cuaapomy @pumena-Ilennona (mpodpuas Ne 7107).

Cunopom @pumena-Illenoona —3abonesanue, xapakxmepusyoweecs Hauyuem 08yx u Oojiee 8PONCOCHHLIX KOHMPAKMYpP (CMOUKUX
ocpanudenull 0sudicenull 6 cycmase) oucmanvhvlx uacmeu xoumeyrnocmeu. Cunopom @Ppumena-Lllendona - smo 3abonesanue,
Kacaroujeecs namoio2uu Moliy, KOMopoe He OMHOCUMCSL K 0OUenPUHSIMbIM MUONAMUSIM, HO €20 RPUYUHOL SGISLeMC sl Mymayuu 8 2eHaXx,
KOOUpYIOwux Oeiku COKpamumeibHo20 annapama MeoreHHO COKpaujaiouuxcs muoguopunn. Ilopasicennvle demu uacmo umerom

OONOTHUMENbHYIO 0ehopMayuio KOHeuHoCmell (VIbHAPHYIO O0eguayuro Kucmell) u Xapakmepryr KOHMPAKMYpy MUMUYECKUX Mblly.
3abonesanue pedkoe.

B o6pasie JITHK ®MO npoBeaeHo UcCae0BaHNE HATMYUS YACThIX MYyTallluii TeHa

MYH3 meTogoM npsiMOro aBTOMaTUYECKOTO CEKBEHUPOBaHUs IK30HOB 6, 18-19.

MyTanuu He 00Hapy:KeHbI (BapuaHT N).

JIHK Davumus, 1.0. MYH3 ex 6, 18-19

81.1 N

[lonydyeHHBId pe3ysibTaT HE MOATBEpXkKAAET auarHo3 «cuHapom Opumena lenmona» y
o0OcneayeMol, HO U HE UCKIIIOYaeT €ro, Tak Kak MyTallid B JAHHBIX AK30HAX BCTPEUAIOTCS
npuMepHO B 85% citydaeB, ocTaibHble 15% UMEIT Ipyryro NpUpoIy.

JlucTanbHbIA apTPOTrPUIIIO3 MOKET OBITH OOYCIIOBJIEH TAK)KE€ MYTalMSIMU B APYTUX FeHAX
(TPM2, MYBPCI1, TNNT3, TNNI2, MYHS, FBN2, PIEZO2, ECEL1, SLC35A3, CHST14) a

TAKKC UMCTb HC MOHOI'CHHOC IIPOUCXOKICHHUC.

[Ipy HEOOXOAMMOCTH TIOJYYEHUsI JOMOJHUTENbHOW WHGOPMAIMU TIO0 pe3yJibTaTam
o0cneioBaHUsT PEKOMEHIYETCsI KOHCYNIbTAIlUs Bpaya-TeHeTHKA.



Eciau He TOYHON yBEpEHHOCTH B JUArHo3e, HO €CTh OCHOBAHME MpEIoiaraTh HAJIMYUE
KaKoro-J1n0o0 HacJIeJICTBEHHOIO 3a00JIeBaHus, 11eIeCO00pa3HO PEUIUTh BOIPOC O MPOBEACHUU
MOJTHOK30MHOTO  CEKBEHUPOBaHUSI  (KIMHUYECKUN  3K30M), TO3BOJISIONIETO  IIPOBECTHU
OJIHOBPEMEHHBIH MoucK MyTaiuii B 0osbinoM uuciie reHoB. B OO0 «HezaBucumas nabopatopus

NHBUTPO» nanHO€ HCCIEN0BAHUE B HACTOSAIIEE BPEMS HE TPOBOJIUTCH.

K.M.H., Bpau-reHeTuk (®HNO)



