INVITRO

®PNo

Mon: My

Bospacr: 13 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
ATtakcus dpuapeinxa, CM.KOMM. Pe3ynbTaT npunaraeTtcs Ha oTaenbHoOM 6naHke.
FXN, 4.Mm.

BHuMaHKe! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHWe UCCeNoBaHNs COIEPXKMUT CChIIKY Ha CTPaHWLYy canTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

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

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VIH3 999999999

®.1.0., 2008 r. p., oocnenoBanca B OO0 «HezaBucumas naboparopus MHBUTPO» c uemnsio
BbisiBieHUs1 MyTtanuu B reHe FRATAX(N), orBeuaromem 3a pa3Butue arakcuu Dpuapeiixa
(mpocus Ne 7808FRDA).

Amaxcua @puopeiixa (AD) (OMIM: 229300) — odna uz mnosxcecmea nacneocmeennvix amaxcuil. Ilepevie cumnmomst 3a60ne6anus
6o3HuKkarom o06viuHo na 1-2-om Odecamunemuu dcusnu. OHU XAPAKMEPUSYIOMCA COYEMAHUEM MUNUYHBIX HeBPOL0UYECKUX U
9KCMpaHespaibhblx nposasienull. Ilocmenenno Hapacmaem Mo3HCeuK08as U CEHCUMUBHAA amMaKkcus, ciabocms u ampogus mviuiy Hoe. B
no30Heu cmaouu 6one3Hu napesvl, AMUOMpPodUY U pacCmpoiicmea 21yO0KoU Yy8CMeUmenIbHOCmU pacnpoCmpaHaomcs Ha pyku. . B psaoe
cyuaes HabnoO0aemcs HUCMAazM, CHUMNCeHUe CIyXd, ampopus 3pumenbHbIX Hep8os, Hapyuienue QYHKYUL ma308biX OP2aHOS,

Oemenyus (craboymue). K sxcmpanespanivhvim npossieHusm omHocamest: kapouomuonamus (bonee uem y 90% 601vbHbIX); cKeremubie
deghopmayuu: cxonuos, «cmona Dpuopetixa» (8bICOKUL 02HYMBbIL C600 CMONBL C nepepazeubanuem naibyeé 6 OCHOGHLIX (PalaH2ax u
ceubanuem 6 OUCMANbHLIX), Oepopmayus Narbyes PyK U Ho2; IHOOKPUHHbIE PACCMPOUCMEA (CaxapHulil Ouabem, 2Uuno2oHaousM,
unpanmunuszm, OUCHYHKYUsL AUYHUKOB); KAMAPAKMA.

Amaxcus @puodpetixa — aymocomHo-peyeccusroe 3abonesanue, m.e. 60IbHbIe Oemu PONHCOAIOMCSL Y napbl pooumerieli, 006a u3z Komopblx
KAUHUYECKU 300p08bl, HO AGNAIOMCS HOCUMENAMU namoaocudeckoeo 2ena. Kax npasuno, pooumenu ne umerom ciyuaed anaiocuiHo20
3ab01e8aHusi 8 pooociosHol. B cpeonem 6 mupe pacnpocmpanennocms AD@ cocmasasiem 2-7 na 100 000 uenosex, a Hocumenem
namonoauieckozo eena saensiemcs 1 uenogex uz 120.

T'en ¢ppamaxcuna (FRATAX), omeemcmeennviii 3a pazsumue AD, naxooumcs na 9-ou xpomocome 6 noxyce 9q13-g21.1. B 1-m unmpone
9MO20 2eHA COOePIHCUMCS HECAOUTbHAS NOCIe008AMENbHOCHL MPUHYKIeOMUOHbIX noemopos (GAA). B Hopme pecucmpupyemcsi om 7
00 22 GAA-nosmopos, a 6 98% cryuaes y 601vnb1x AD na obeux xpomocomax npucymemeyem om 200 oo 900 (naubonee wacmo om
700 0o 800) GAA-noemopos. B ocmaswuxcs 2% cayuaee AD modcem s1615mbCsi pe3yivmamom mouKkosslx mymauui ¢ cene FRATAX.

B o6pasne JIHK o6caenyemoro merogom TP nposenen ananu3 uncina kornuii GA A-OBTOPOB.
OOHapy:keH BapraHT reHa (ppaTakcuHa, COOTBETCTBYIOIINI HOPMAJIbHOMY Yncay Konuid GAA-
noBTopoB (N1<33, n2<33).

OHK ®.1.0. reH FRATAX (GAA)n

717.1 n1<33
n2<33

Takum oOpa3zom, quarHo3 atakcusi @pujapeiixa y o0CiaeayeMoro UCKIIOUYEH ¢ TOUYHOCThIO 97% (B
ocTtanbHbIX 3% ciydaeB 3a00JieBaHUE OOYCIOBICHO TOUKOBBIMU MYyTalIMSIMU, KOTOPBIE MTPU TAHHOM
aHaJM3€ HE OMPEeETsIOTCS ).

Ecau HeT coMHEHMI B JguarHo3e, BO3MOXXHO MPOBEACHHUE JOMOJHUTEIBHOTO HCCIEIOBAHUS IO
npoduao No 7905 11s1 BBISIBIICHHUS! TOUKOBBIX MYTAaIlHi.

Ecnu He TOuHOUM yBEpEHHOCTH B JUArHo3e, HO €CTh OCHOBAHUE IMperosarath HaJlMuue KaKoro-
aM00 HACIEJACTBEHHOTO 3a0o0jeBaHusA, LEIecoOo0pa3HO pEIIUTh BONPOC O MPOBEACHHUU
MOJHO’K30MHOTO ~ CEKBEHHpPOBaHUSI  (KJIMHUYECKUH  SK30M), TO3BOJSIONIETO  MPOBECTH
OJIHOBPEMEHHBIN MOUCK MyTanuii B 0oibiioM uncie renoB. B OO0 «HezaBucumas nabopatopus
NMHBUTPO» nanHoe UCCIeq0BaHUE B HACTOSIIEE BPEMsI HE TIPOBOIUTCSL.

JlomoTHUTENBHOE UCCIIEAOBAHKE 1I€7IeCO00pa3HO IPOBOIUTE IO PEKOMEH IAINU JICHAIIIeTO Bpaya.
[Tpu HEOOXOAMMOCTH TIOJTYUYCHUS TOTIOJHUTEIHLHOM WH(OPMAITUH 110 pe3yIbTaTaM 00CJIeI0BaHUS
PEKOMEHAYETCSl KOHCYJIbTAllUs Bpaya-TeHETHKA.

K.M.H., Bpau-reHeTHK ML.IL. / Iloanuck Bpaua



