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Mon: My

Bospacr: 7 ner

NH3: 999999999

[aTa B3aTus1 obpasua: 29.08.2022

[JaTta noctynneHuns obpasua: 29.08.2022

Bpau: 22.09.2022

[aTa neyaTtu pesynbTaTa: 22.09.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
CuHgpoM MapTuHa-benn CM.KOMM MaTonornyeckon akcnaHcum B reHe FMR1 o6Hapy»eHo He 6bis10.
(cMHapoM nomkom X Konunuyectso CGG-nosTopoB B reHe FMR1 26/0. Pe3ynbTat
XPOMOCOMBbI) npunaraeTcs Ha oTAe/IbHOM bnaHKe.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKka Ha3BaHUE UCCNefoBaHNS COAEPXMUT CChIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCY/1bTauus criednasancra.

M.M. / Nognuck Bpaya

EEI’IEWIE
E
S


http://www.invitro.ru/

Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 2015 1. p., o6cnenoBaiica B OO0 «HezaBucumas nadoparopust IHBUTpO» C
IIEJBIO C [IETBIO BBIABIICHUS MyTalii B reHe FMR 1, mpuBoasuX K pa3BUTHIO CHHAPOMA
Maptuna-bemn (cunapom goMkoit X-xpomocomsl) (ipoduib Ne 7643).

Cunopom nomkoii X-xpomocomwr (cunopom Mapmuna-benn) sersemca Haubonee pacnpocmpanerHou
HACIEOCMBEHHOU NPUHUHOU YMCHBEHHOU OMCMANOCmU U Hauboiee U3BeCMHOU MOHOLEHHOU NPUYUHOU COCMOSHUL
aymucmuueckozo cnekmpa. Pacnpocmpanennocmo 3abonesanus 6 nonyaayuu cocmaeisiem 1:4000 — 1:6000. IIpuuunoii
paszsumus 3a001e8anus sA6emcs namonozuieckoe yeenuyerue konuvecmea CGG-noemopos 6 S-nempaucaupyemor vacmu
eena FMRI (Xq27.3), umo 6edem K uHeubOUpo8anuio CUHmMe3a 00OHOUMEHHO20 6enKa. 6eiKka cCuHOpoMa 1OMKOU X-Xxpomocombl.

B nopme xonuuecmeo CGG-nosmopos 6 5-nempancaupyemoni yacmu ecena FMRI eapvupyem 6 npedenax 5-44.
Konuuecmeo noemopos 45-54 cuumaemces cepoti 3onot. Ilpu koauuecmee nosmopog om 535 0o 200 cosopsam o npemymayuu
— Kaaccuyeckas gopma 3a601e6aHUS He PA36U8aAemcs, 0OHAKO CYWeCHmeyem 04eHb 8blCOKULL PUCK VBeTUYeHUsl KOIUYecmad
nosmopos & nociedyloujem NOKOJeHuu u nosenenus cunopoma Mapmuna-benn y nocumens npemymayuu. Taxowce, y
nayuenmos ¢ npemymayueil eCms puck pazeumus cneyuuueckux 3a001e6aHull: CUHOPOMA MPeMOp/amaKcull U nepeudHou
SAUYHUKOBOU HedocmamoyHocmu. Yeenuuenue konuvecmsa nosmopog bonee 200 evizvieaem 603HUKHOBEHUE 3A00NE6ANUSL.

B o6pazne JJHK ®.1.0. nposeaena npsamas JIHK-auarnoctuka cunagpoma Maptuna-
bemn, ocHoBaHHas Ha onieHke yncina CGG-noBTOPOB, TOKAIN30BaHHBIX B reHe FM R1.

VY o6cnenyemoro BbisiBJeHO HopMaibHOe yncjio CGG-noBTOpoB (n=26).

[TonyueHHBI pe3ysibTaT HCCIEIOBAaHMS HCKIOYaeT nuarHo3 Ha 99% (1% Bcex
CJIy4aeB BbI3bIBAETCS TOUEUHBIMU MyTanusiMu reHa FMRI1).

Ecnu ectb ocHOBaHMe MpeArnoJiaraTh HAJIWYUE KAKOro-IMOO HaCIeACTBEHHOTO
3a0oneBaHusl, 1eJeco00pa3HO  pEeUlIMTh BOMNPOC O  MPOBEACHUM  SK30MHOTO
CEKBEHUPOBAHMS, MO3BOJISIIOLIEIO IMPOBECTH OAHOBPEMEHHBIM MMOUCK MYyTalUid B
oonpiiom yucie renoB. B OOO «HesaBucumas nabopatopus MHBUTPO» nannoe
VICCJIEIOBAHNE B HACTOSILEE BPEMS HE IIPOBOJUTCS.

[Tpy HEOOXOAUMOCTH TOYYEHUS JOMOJHUTEILHON MH(POPMALUUA IO Pe3yJIbTaTaMm
o0cie10BaHUsl PEKOMEHIYETCSl KOHCYIbTallHs Bpaya-TeHEeTHKA.

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



