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®no

Mon: My

Bospacr: 56 net

NH3: 999999999

[aTa B3aTus1 obpasua: 07.07.2022

[JaTta noctynneHuns obpasua: 07.07.2022

Bpau: 30.07.2022

[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
CnuHouepebennsipHble CM.KOMM Pe3synbTaT npunaraetcs Ha oTAenbHOM bnaHke.
aTakcuu, peakue hopMbl,
Y.M.

BHuMaHne! B 3neKTpOHHOM ak3eMnnsipe 6/1aHKa Ha3BaHWe UCCIeA0BaHNs COAEPXMT CChISIKY Ha CTPaHULY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya

EEI’IEWIE
E
S


http://www.invitro.ru/

Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 1966 r. p., obcnenoBaica B OO0 «HezaBucumas nadoparopus UHBUTpO»
C LIEJIbIO BBISABJIICHUS TEHETHMUYECKUX (DAKTOPOB peakux (opM cruHOIEpeOeIIIpHbIX
atakcui, Tunsl 8, 10, 12, 17 u 36. Onpenenenrue HaJIU4YMUS YaCThIX MYTAl[Mid B T'€HAX
ATXN8OS/ ATXNS, ATXN10, PPP2R2B, TBP, NOP56 (npoduns Ne 77712).

Cnunouepeoennapuvie amaxcuu (CLA) cocmasnsiom 2epynny HACIEOCMBEHHBIX —HEUPOOe2eHEPAMUBHBIX
3ab0nesanuil, 0151 KOMOPBIX XAPAKMEPHO MHO2000pa3ue CUMNIMOMOS, 6KIOUAsL MO3JICEUKOBYI0 AMAKCUIO, a Makjice opyeue
Hesponocuteckue napyuwenus. B nacmosiwyee epems onucano bonee copoxa gpopm aymocomuo-oomunanmusix CLIA.

B oannom mecme ananusupyromcsi mMymayuu, 00YCLOGNIEHHble IKCHAHCUCH HYKICOMUOHbIX NOBMOPOS, 8 2eHAX,
npusoosuUe K 603HUKHOBEHUIO omHocumenvHo peoxkux popm CLIA 8, 10, 12, 17 u 36 munos.

HOJIy‘{eHHLIe PE3YIAbTATHI HCCIICT0BAHUA

Ne | 3abos1eBanne I'en MyTauust ITosryyeHHBIH pe3yJibTaT
1 |[CHAS ATXN8OS/ | Dkcnancwus MyTtanus He BbISIBICHA
ATXNS CTG - CAG-nnoBTOpOB

2 |CHA 10 ATXN10 Oxcnancu ATTCT- | Myranus He BbIsSIBJIEHA
OBTOPOB

3 |CHA 12 PPP2R2B | Oxcnancuu CAG- MyTanus He BbIsIBIICHA
IOBTOPOB

4 | CHA 17 TBP DKCITaHCHs Mytanus He BbIsBICHA
CAG/CAA-nioBTOpOB | (KOJIM4eCTBO MOBTOPOB 34/35)

5 |CIA 36 NOP56 DKcrnaHncuu MyTaius He BbISBIICHA
GGCCTG-noBTOpOB

Takum oOpaszom, yactble myTtanuu B reHax ATXNBOS/ ATXNS8, ATXNIO0,
PPP2R2B, TBP, NOPS56, npuBosiux k CILIA, He BbISIBJIEHBI.

[Tomy4deHHBIN pe3ynbTaT 3HAUUTEITHLHO CHIDKAET BeposITHOCTh penkux popm CLIA.
OpnHako, B 0YEHb PEAKUX CIydasX MyTallul MOTYT OOHApPYKUBAThCS B IPYTUX PETHOHAX
MCCJICIOBAHHBIX T€HOB, KOTOPBIC HE AHATM3UPYIOTCS B JAHHOM TECTE.

Ecnu ecth ocHOBaHMe TmpeimnoJiaraTh HaJIUM4UE HACIEICTBEHHOTO 3a00JICBaHUA,
1eaecoo0pa3Ho  pelIdTh BOMPOC O MPOBEICHHH SK30MHOTO CEKBEHHPOBAHHS,
MTO3BOJISIONIETO MMPOBECTH OJTHOBPEMEHHBIN MOUCK MYyTaIMi B OOJIBIIIOM YHCIIE TeHOB. B
00O «HezaBucumas maboparopuss UHBUTPO» nannoe uccienoBanue B HacTOSIIEE
BpEMS HE IIPOBOJUTCA.

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



