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WccnepoBaHue PesynbTaT KoMMeHTapuit
leH GIB6 M. CM.KOMM. [MpoBoannock nccneaoBaHne Ha NpeaMeET BbISB/IEHUS

SKTOAEPManbHOM M’MAPOTUYECKON ANUCMIA3NN.
Pe3ynbTaT NpunaraeTcst Ha OTAeNbHOM 6/aHKe.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCeN0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHnii He SBMSOTCS AnarHo3oMm, Heobxoamma KOHCY/1bTauuda cneunanncra.

M.IM. / NMoanuce Bpaya
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https://www.invitro.ru/analizes/for-doctors/1135/7794/

Onucanue pe3yJibTaTOB HCCJIEIOBAHUS
MH3 999999999

®.1.0., 2012 r.p., obcnenoBasiack B OO0 «HezaBucumas maboparopuss MHBUTPO» ¢ mensio
novcka myrtauuii B reHe GJB6, mpuBOOSIIMX K Pa3BUTHIO SKTOAEPMAIbHOU THAPOTHUYECKOM
nmuctuiazuu (mpoduis Ne 7883GJIB6).

Axmoodepmanvrnasn zudpomuueckasn oucniazus (cunopom Knoycmona, OMIM129500) — kpatine pedkoe nacreocmeennoe 3abonesanue,
xapakmepuzyioujeecst OUCHIA3UCH IKINOOCPMATLHBIX NPOUZEOOHBIX. B0JIOC (HOTHOE OONBICEHUE Y MYWCHUH U HCCHUSUN), HO2MEl (SbINYKIble
HO2M), TAOOHHO-NOOOUUBECHHBIM 2UNEPKEPATNO30M, 2UNePnuSMeHmayiell Koxcu, 0cobento ¢ obracmu Kpynuslx cycmasos. Kpome mozo, y
HEKOMOPBIX RAYUEHMO8 HAOMOOaiomes craboymue u Koco2nasue. B omauuue om 3Kmooepmanvhoil aneuopomuyeckoi Oucniasuu, y
OOIbHBIX He HAOM0O0AeM sl HAPYUWEHUI CIMPOeHUs. U PYHKYUOHUPOBAHUSI NOMOGBIX U CAIbHLIX Jicelle3 U AHOMANUL 8 pa3eumul 3y008.

Tun nacaedosanus - aymoCcoMHO-00OMUHAHIMHBLU.

B o6pasne JIHK ob6cnegyemoit mpoBeieHa npsiMas TMarHoCTUKa TUAPOTUYECKOMN IKTOIepMaTbHOM
JUCIUIa3UU METOAOM MPSIMOTO aBTOMAaTHYECKOr0 ceKkBeHupoBaHus reue GJB6.

MyTanus He BbIsfiBJIeHa (BapuaHT N)

AHK ®.1.0. reH GJB6
230 N

[Tony4yeHHBIN pe3yabTaT HE MOATBEPKAAET IUAarHO3 TUAPOTUUECKON IKTOACPMATILHON JUCILIa3UU
y o0cnenyemMoii, HO U HE UCKJII0YAeT €ro, Tak KaK OMHMCaHbl JPyrHe THUIbl JaHHOTO 3a00JIeBaHu,
obycnoBnenHple mytanusamMu B Apyrux reHax (KREMEM1, HOXC13, KRT74, KRT85, MSX1,
EDA, KDF1, EDARADD), He TectupyeMbie B IPOBEAEHHOM UCCIICIOBAHHH.

Ecnn ectb ocHOBaHME MpeArojarath HajJW4he KaKoro-TuOO HACHIEACTBEHHOIo 3a0ojeBaHMUS,
1eJIeCO00Pa3HO PEHIMTh BONPOC O IMPOBEIEHUU SK30MHOTO CEKBEHHUPOBAHMS, MO3BOJISIOLIEIO
IPOBECTH OJHOBPEMEHHBIM MOUCK MyTauuid B OonbiioM yucie reHoB. B OO0 «He3aBucumas
nabopatopuss THBUTPO» nanHoe ncciaeaoBaHue B HACTOAILEE BPEMS HE TPOBOIUTCSI.

[Tpn HEOOXOAMMOCTH MOJYUYECHHS JOMOTHUTENbHOW MHGOPMALIMK TIO PE3YJIbTaTaM 00CIe10BaHUS
PEKOMEHIyeTCsl KOHCYJIbTalls Bpaya-TeHETHKA.

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