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WccnepoBaHue PesynbTaT KoMMeHTapuit
Atakcus Gpugpeitxa, FXN  cM.kOMM. Pe3ynbTaT npunaraeTcs Ha oTaenbHOM BnaHke.
M.

BHuMaHne! B a3neKTpOHHOM aK3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS AnarHo3oM, Heobxoamma KOHCY/NbTauuda cneunanncra.
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https://www.invitro.ru/analizes/for-doctors/987/7574/
https://www.invitro.ru/analizes/for-doctors/987/7574/

Onucanue pe3yJibTaTOB HCCJIEIOBAHUS

MH3 999999999

®.1.0., 2008 r.p., obcnenoBaica B OO0 «HeszaBucumas nadopatopuss MHBUTPO» ¢ uemnsio
BbisiBieHUs1 MyTtanuu B reHe FRATAX(N), oTBeuaromieMm 3a pa3Butue arakcuu Dpuapeiixa
(mpouis Ne 7905FRDA).

Amaxcua @pudpeiixa (ADP) (OMIM: 229300) — oona uz muoxcecmea nacredcmeennvix amaxcuil. Ilepsvle cumnmomvl 3a601e6anus
8o3HUKarom obviuHo Ha 1-2-om Oecamunemuu rcusHu. OHU Xapakmepusylomcs Codemanuem MUnUYHbIX HeBPOI0SUYEeCKUX U
9KCMpaHespaibhblx nposasienull. Ilocmenenno Hapacmaem MO3X4CEYKOBAS U CEHCUMUBHASA AMAKCUsA, C1Ab0Cmb U ampous Moluiy Hoe. B
no3o0Hell cmaouu Ooe3HU Napesvl, AMUOMPOPUU U PACCMPOUCMEA 2YOOKOU YY8CMEUMENbHO CIMU PACNPOCIPAHAIOMCA HA pYKU. B pade
cyuaes HaAbMOOAemcs HUCMASM, CHUdCEeHUe CyXd, ampo@us 3pumenvHblX Hep8os8, HapyuleHue QYHKYULl masoesix Opeanos, OemMeHyus
(cnaboymue). K sxcmpanespaivHblM RPOsIGIEeHUSIM OMHOCAMCL: Kapouomuonamusi (6onee uem y 90% 60abHbIx), cKenemuble degpopmayu:
ckonuo3, «cmona @puopeiixa» (8biCOKUL BOSHYMbLIL €600 CMONbL C NepepaseudanueM Naibyes 6 OCHOSHLIX pananeax u ceubanuem 6
oucmanvbHelx), Oepopmayus naivyed pyk u HO2, IHOOKPUHHBIE PACCMPOUCMEA (CaxapHulil duabem, 2UN02OHAOU3M, UHQOAHMUIUIM,
QuUChyHKYUs: AUYHUKOB), KAMApaKma.

Amaxcua Qpudpetixa — aymocomHo-peyeccusHoe 3abonesanue, m. e. 60IbHbIE Oemu POHCOAIOMCs Y napvl pooumerneil, 00a U3 KOmopvix
KAUHUYECKU 300P08bl, HO ABNAIOMCSA HOCUMENAMU namoaocuieckoeo 2ena. Kax npasuno, pooumenu ne umerom ciyuaeg anHaiocuyHo2o
3ab01e6aHusi 8 pooociosHol. B cpeonem 6 mupe pacnpocmpanennocms AD cocmasnsem 2-1 na 100 000 uenosex, a Hocumenem
namono2uueckoeo 2ena aeusiemcs 1 uenogex uz 120.

T'en ppamaxcuna (FRATAX), omsemcmesennviii 3a pazsumue A@, naxooumcst wa 9-oti xpomocome 6 nokyce 9q13-g21.1. B 1-m unmpone
9MO20 2eHA COOEPAHCUMCS HECAOUTbHAS NOCIe008AMENTbHOCHL MPUHYKICOMUOHbIX no8mopos (GAA). B nopme pecucmpupyemcs om 7
00 22 GAA-nosmopos, a 6 98% ciyuaeg y bonvnvix AD na obeux xpomocomax npucymemsayem om 200 oo 900 (nauboree uwacmo om 700
00 800) GAA-noemopos. B ocmaswuxca 2% ciyuaes AD mooicem A61amucs pe3yiomamom moukoswvix mymayuii 6 cene FRATAX.

B o6pazue JIHK oOcnemyemMoro MeToaoM mpsiMoro aBTOMaTHYECKOr0 CEKBEHUPOBAHUS TIPOBEACH
nouck mytanuii B reHe FRATAX (FXN) (sk30Hb1 1-5). JlaHHBI METOA TO3BOJISECT BBISBIATH
TOYKOBBIC MyTallUH B T€HE.

ToukoBbie MyTanuu He 00Hapy:KeHbl (BapuaHT N/N).
AHK ®.1.0. reH FXN
= c[=1i=]

Jlnst yToOuHEHHMS AWarHo3 atakcuss dpuapeiixa MoKeT ObITh PEKOMEHJIOBAHO JOIOTHHUTEIBHO
npoBefieHre aHanuza uucia konud GAA-noBTopoB (mpoduns Ne 7808FRDA), ecnu Takoe
WCCJICIOBAHKE HE BBITIOJHSIIOCH PaHEeE.

Ecnu 910 mccienoBanre TakKe YK€ BBIMOIHSIOCH, U €CTh OCHOBAHME MpEANoJiaraTh HAIUYUE
KaKoro-JM00 HACJIEICTBEHHOTO 3a00JIeBaHMs, I11€JIeCO00pPa3HO PEIIUTh BOMPOC O MPOBEIACHUU
HK30MHOTO CEKBEHHPOBAHUS, TMO3BOJIIONIETO IMPOBECTH OJHOBPEMEHHBIM MOWCK MYyTalliid B
6ombiiom yncie renoB. B OO0 «HeszaBucumas nabopatopus MHBUTPO» nanHoe nccnenoBanue
B HACTOSIIIEE BPEMS HE MPOBOIUTCH.

[Ipy HEOOXOAMMOCTH MOJYUYCHUS TOMOTHUTEILHON HH(GOPMAIIUU TIO pe3yIbTaTaM 00CJIeI0BaHUS
PEKOMEH/IyeTCsl KOHCYJIbTallus Bpaya-TeHETHKA.
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