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WccnepoBaHue PesynbTar KoMMeHTapwuii

MWoTOHMSA CM.KOMM. Pe3ynbTat npunaraeTcs Ha oTaenbHOM BnaHke.
TomceHa/bekkepa, CLCN1

Y.M.

BHuMaHue! B 3neKTpoOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHWe UCCIeN0BaHNs COAEPXKMUT CChIIKY Ha CTpaHuLly canTa
http://www.invitro.ru/c onMcaHnem nccnefoBaHums.

Pe3yanaTbI MCCﬂeﬂOBaHMVI HE ABJTAKOTCA ANArHO30M, Heobxoauma KOHCynbTauuda crieunaincra.



SAKVIIOYEHHUE

HH3 999999999

®UO, 1996 r.p., obcnenoBasics B OO0 «HE3ABUCHUMAS JIABOPATOPUA
«MHBHUTPO» c uenbto BeIsiBIIeHUS yacThix MyTanuii B reHe CLCN1, npuBoasmux
K Bo3HUKHOBeHHIO MuOoTOHNU Tomcona/bekkepa (MTB) (mpodwms Ne 7148CL).

Muomonus - HepgHO-MbluleuHOe 3a00ae6anue, XapaKxmepusyoweecs Haruduem MblUe ol 2unepmpoghuu
U MUOMOHUYECKO20 (PeHOMEHA - 3AMeONCHHOU PeNaKcayuell Mbllybl NOCIE ee COKPAUeHUs (COKPAMUBUAACT MbIUYA

007120€ 8peMs He pacciabisemcs u 3amem pacciabierue npoucxooum Kpatine meojieHHo).

B obpasne JHK ®UO Onuia mpoBeneHa MOJEKYISpHas ITUArHOCTUKU YaCThIX
mytanui B rene CLCN1 meromom ITHP-auarnoctukmu.
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c.568G>T+569G>C - mytanus He BbisiBicHa ( BapuaHT N/N)
c.1437 1450 del14 - myTtanus He BoisiBieHa ( BapuaHT N/N)
c.1478C>A - mytanus He BoisiBlieHa ( BapuaHT N/N)

c.1649 C>T - mytanust He BbisiBieHa ( BapuanT N/N)

c.2058 C>A - myranus He BbisiBiieHa ( BapuaHT N/N)

c.2680 C>T - mytanus He BbisBieHa ( BapuaHT N/N)

[Toy4yeHHBII pe3yabTaT TEM HE MEHEEe HE MCKIIIOYAET MOJHOCThIO JUArHo3
MTB y obGcnemyemoro, Tak Kak OMUCAHBI APYyTHe, 00Jiee peAKue MyTallui B TE€HE
CLCNI, He TecTupyeMble B JAHHOM HUCCJICIOBAHUU.



[Ipy HEOOXOOUMOCTH TMOJYYEHHUs JOMOJHUTEIbHOM HH(POpMALMU IO
pe3ynbTaTam 00CJeI0BAHNS PEKOMEHIYETCSl KOHCYJIBTALIMS Bpaya-reHeTHKA.

Ecnu ecth TOYHast yBEepEeHHOCTh B JUArHO3€, MOXKET ObITb PEKOMEHOBAHO
NpsIMOE€ aBTOMATUYECKOE CEKBEHHPOBAHUE, MO3BOJIAIONIEMY BBISBHTH KaK 4YacThle,
Tak U peakue mytaruu B rene CLCNI.

Hpyras ¢opmMa MUOTOHUHM MOKET ObITh CBsI3aHa ¢ MyTanusiMu B TeHe SCN4A.

Eciun He TOYHOM YBEPEHHOCTH B AUArHO3€, HO €CTh OCHOBAHUE IIPEATOJIAaraTh
HQJIMYUE KaKoro-au0o HaclIeCTBEHHOrO 3a00J€BaHMs, 1I€€CO00pa3HO PEIUTh
BOIIPOC O MPOBEIAEHUU HK30MHOI'O CEKBEHHPOBAHMS, IO3BOJISIOLIETO NPOBECTH
OJIHOBPEMEHHBII MOUCK MyTaluil B 60b110M yncie renos. B OO0 «HezaBucumas
naboparopus MHBUTPO» naHHoe wucciaegoBaHWe B HACTOSIIEE BpeMsi HE
IIPOBOJMTCH.

Ecmm HNCCIIEAOBAHHUC OBLIO MPOBCACHO C LECJIbIO BBISABJICHUA HOCHUTCIILCTBA
U3BECTHOU MyTallii B CCMbE, TO HpOBC}IéHHOFO HUCCIIE€A0OBAaHUA JOCTATOYHO.
K.M.H., Bpau-reneTux (®UO)



