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WccnepoBaHue PesynbTaT KoMMeHTapuit
leHbl ATXN7 u.M. CM.KOMM. MpoBoannOCk UcCnefoBaHNE Ha NpeaMeT BbiSIBNIEHUS

CnuHouepebennsipHoii aTakCcuu.
Pe3ynbTaT npunaraercs Ha OTAENbHOM 61aHKe.

BHuMaHMe! B 3neKTpOHHOM aK3eMnnsipe 6/1aHKka Ha3BaHUE UCCNeN0BaHNS COAEPXKMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

PesynbTaTbl NCCNenoBaHniA He SBMSOTCS AnarHo3oMm, Heobxoamma KOHCYy/bTauuda cneunanncra.

M.IM. / MNoanuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1114/9291/

Onucanue pe3yJibTAaTOB UCCJIETOBAHUS

MH3 999999999

®.U.0., 1990 r.p., obcnenonancs B OO0 «HezaBucumas nadopatopus UHBUTPO» c nensio
noucka MmyTtanuii B rene ATXN7, mpuBosIuX K pa3BUTHUIO cliMHOLIepeOeuisipHoi atakcuu (SCA)
tun 7 (mpogpuinb Ne 7788 ATXNT).

Cnunoyepebennspras amaxkcusi - npoepeccupyroujee HeupoOeceHepamueHoe HAc1e0CmEeHHoe 3a00eaHue PasiuyHblX
MUN08, KANCObIL U3 KOMOPLIX PACCMAMPUBACINCIL KAK OMOeNbHASL 00Ae3Hb. 3a001e6anue OMHOCUMCS K 2PYNne aynmoCcOMHO-
OOMUHAHMBIX YepebeIapHbIX amakcull. B nacmoswee epems uzeecmuo boaee dsadyamu hopm 3mo2o 3a601e6anus.
Knunuueckas kapmuna 6 0CHOBHOM ONPEOeISIeMCsl NOPANCCHUEM MO3NHCEUKA, UH020A CIMPAdAom makdice 6a3aivh vie 10pda,
CMBOJI MO32A, CRUHHOU MO32, 3DUMETbHbLE HEePEbl, CeMUAmMKA U CRUHHOMO3208ble HEPBbL.

Monexynapno-eenemuueckou npuyuHoll 3a601e6anull sa6usiemcs yeeaudenue yucia mpurykieomuonvix CAG nosmopos 6
KOOUpyloujem 2eme.

T'en ATXNS - uucno mpunyrkieomuornvix noemopos CAG 6 nopme om 15 0o 50; npu 6oneznu 71-1300.

B o6pasue [HK oOciaexyemoro Obuia mpoBeieHa TMpsiMasi MOJIEKYJISIPHO-TEHETUYECKAs
JMArHoCTHKa cnuHouepeoeusipHoi arakcuu SCA 7 Tuma, KoTopas OCHOBaHA Ha OILICHKE YHClia
CAG-noBTOpOB, N0KaMM30BaHHbIX B reHax ATXNT7.

[Tony4yeHHbIC PE3YNHTATHI:

I'en ATXN7 - yucio TpuHykJIeoTuaHbIX MoBTOpoB CAG - HopMma (n1<36; n2<36).

OHK ®.1.0. reH ATXN7, (CAG)n

634.1 n1<36

n2<36

Takum o6pazom, SCA 7-ro Thna UCKIHOYEHA MOJIEKYISIPHO-TEHETUYECKUM METO/IOM.
[TonydyeHHble pe3ynabTaThl UCCIENOBAHMS (a TAaK)Ke BBIMOJHEHHAs MOJEKYJISIPHO-T€HETHYeCcKas
nuarnoctuka SCA § TuIa) He UCKJII0Yal0T MOJHOCTBIO JaHHBIN TMAarHo3 y 00ciIeyeMoro, Tak Kak
CymecTBYIOT Oosiee 15 npyrux ¢opm 3aboneBanus. 00YCIOBICHHBIX MYyTallUSIMH B IPYTUX TCHAX.
Bo3MOXXHO Takke, 4YTO HUMEIOUIMecs y O0O0CIeayeMOoro CHUMOTOMBI OOYCIIOBIEHBI JPYTrUM
3aboneBanueM. [(uddepeHnnanbayto TMarHoCTHKY PEKOMEHAOBAHO MPOBOANUTH C IEPOHEATBHON
MblieyHot atpodueirn Illapko-Mapu; nepudepuyeckoil HeilponaTtuell CHUHAIBHOTO THIA
(arakcusi  @puapeiixa); HacleJCTBEHHOM cnactudyeckodl mapamierueit  (IlTpromnens);
HACJEICTBEHHOM  CcracTU4yeckod  arpodueil;  OJIMBOMOHTOLEpEOCIUISIpHON  aTpoduei;
1epedenIoonMBapHon aTpodueil.



Ecnu ver comuenuii B quarnosze SCA, BO3MOKHO JOTIOJIHUTEIBHO MPOBEICHUE UCCIEAOBAHUS 110
npodmtro Ne 7977ATX nns uckmouenuss SCA 1, 2 u 3-ro tuma (€ciau Takue UCCIeIOBaHUS HE
IIPOBOJMIINCH PAHEE).

Ecnu He TOYHON yBEpEHHOCTH B JMArHo3e, HO €CTh OCHOBAaHWE MpPEArnojaratb HajJu4yue Kakoro-
100 HACIECTBEHHOTO 3a00JI€BaHus, 11e71eCO00Pa3HO PEIIUTh BOMPOC O MPOBEACHUN YK30MHOTO
CEKBEHUPOBAHMSI, TTO3BOJISIONIETO MPOBECTU OJHOBPEMEHHBIN MMOMCK MYyTAIMil B OOJIBIIIOM YKCIIE
reHoB. B OO0 «He3aBucumas nadoparopuss MHBUTPO» nanHoe nccieqoBaHUE B HACTOSIIEE
BpEMs HE ITPOBOJIUTCH.

[Tpn HEOOXOIMMOCTH NOJIYUYEHHMS JOMOJIHUTENbHON HH(OPMAIIH O pe3yibTaTaM 00CIeA0BaHMS
PEKOMEHIyeTCsl KOHCYJIbTalls Bpaya-TeHETHKA.

K.m.H., Bpau-reHeTuk MLIL. / Iloanuch Bpaua



