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®PNo
Mon: XeH
Bospacr: 11 ner
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
bonesHb ®abpu, GLA, m. CM.KOMM MaToreHHbIX BapMaHTOB B 3k30Hax 1-7 reHa GLA obHapy»eHo He 6bi10

Pe3ynbTaT NpuiaraeTca Ha oTAE/bHOM 6naHke.

BHuMaHKe! B 3neKTPOHHOM 3K3eMnnspe 6r1aHka Ha3BaHUE UCCNEN0BaHNSA COAEPXKUT CChISIKY Ha CTPaHULY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJTIAKOTCA ANArHO30M, Heobxoanma KOHCYy/bTauusa cneunasancra.

M.M. / Nognuck Bpaya
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Onucanme PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 2011 r. p., o6cnenoBanack B OO0 «HezaBucumas nabopatopus MuBUTpO»
C IIEJIbIO BBISBJIICHHSI HOCUTENbCTBA MyTanuid B reHe GLA, nmpuBOIAIIUX K Pa3BUTHIO
6one3nu ®adpu (mpoduib Ne 77715).

Bonesnv @abpu npeocmasnsiem coboli eenemuueckoe X-cyeniennoe 3aboneéamue, Xapaxmepusyloujeecs
CHUdICEHUEM AKMUGHOCMU hepmenma anbha-zanaxmosuoasvl A 6 pesynomame mymayuil 6 cene GLA. Toueunvie mymayuu
obuapyscusaiomesn y 95% nayuenmos c 6onesnvio @adpu. Y 5% nayuenmos oonapyyrcusaromes oeneyuu u OYnIUKAYuu 2eHa
GLA.

Hapywenue axmugnocmu anvga-zanakmosuoasvl A eedem K npozpeccupyiowjemy au30CoMatbHOMY OMIOHCEHUIO
enobompuaosunyepamuoa (GL-3). Ilpu axmuenocmu gepmenma menee 1% y mysrcuun pazsusaemcs kiaccuieckas Qopma
bonesnu @abpu c Havarom manugecmayuu 6 O0emcKOM iU rHouleckom gospacme. [lna Odaunou ¢hopmsl 601e3HU
Xapakmepuuvl creoyloujue NpOAGNeHUs U CUMNMOMbL. nepuoouueckue 00U 8 KOHEYHOCWAX (axkponapacmesus),
AHSUOKEPAMOMYL, AHSUOPO3, UNOSUOPO3, NPOMEUHYPUS U XPOHUYECKAs O0NIe3Hb NOYeK, OPMATbMONI0UY eCKile HAPYIeH U,
2Unepmpous 18020 HeerydouKa u CUNepmpopuIecKas KapOUOMUONAmus, UmeMuyecKue NOPA}CeHUs 201086H020 Mo3ed. Y
2emepo3ucOmMHbIX HOCUMenell HCeHCK020 noaa Habnoaemcs nezkasn popma bonesnu Padpu, KOMoOPas MoXHcem NPOAGUMbCS
6 sospacme 40 u 6o1ee nem ueMUYeCKUMY HAPYWEHUAMU 20JI08HO20 MO32d, A AKJHCe 2unepmpoghueli 16020 Hcery0ouKa.
YV nayuenmoe myscckoeo nona ¢ akmuenocmouio (pepmenma bonee 1% mozym nabniooamvcs ciedylowjue KiuHUYECKue
@opmbl: Kapouomuonamus + NPOMeuHypus, NOYEUHblll BaAPUAHN, UULEMULECKOe NOPANCEHUE 2010 8HO20 MO32d.

B o6pazue JIHK o6cnenyemoii nposeaeHa npsmasi JIHK-nuarnoctuka 0ose3Hu
®abpu, oCHOBaHHAsl Ha MPAMOM aBTOMATHYECKOM CEKBEHHpOBaHUU reHa GLA (3K30HBI
1-7).

MyTanuu He BbisiBJeHbI (BapuaHT N/N).

[Tomy4yeHHBIN pe3ynbTaT HE UCKIIOYAET JUarHo3 0osiesubr @abpu y oOciemyemoit,
HO JIEJIaeT €ro MaJloBEpOATHBIM. Eciu ecTh OCHOBaHME MpenoiaraTh HaIM4YUe Kakoro-
a1M00 HACJEeICTBEHHOro 3a00JeBaHusA, LENeCO00pa3HO PEIIUTh BOMPOC O MPOBEAECHUU
SK30MHOTO CEKBEHUPOBAHMS, MO3BOJISIOIEIO MPOBECTH OJHOBPEMEHHBIM TOHUCK
MyTalHil B OOJIBIIOM YUCIIE I'€HOB.

B OOO «He3aBucumas nabopatopus NHBUTPO» nanHoe wuccienoBanue B
HACTOsIIIIeEe BPEMsI HE IPOBOIUTCS.

Eciu wuccnenoBanue ObUIO TMPOBEACHO C LEIbIO BBISBICHHUS HOCUTENIHCTBA
U3BECTHOW B CEMbE MyTAI[MH Y 3/I0POBOT0, TO IPOBEIEHHOTO HCCIIEIOBAHUS IOCTATOYHO.

[Ipu HEOOXOAUMOCTH MOTYUYEHUS AOMOIHUTEIbHON MHGOPMALIMH 10 pe3yiIbTaTaM
o0cne0BaHusl PEKOMEHAYETCSl KOHCYJbTAIMS Bpadya-reHeTHKA.

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



