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Mon: XeH

Bospacr: 44 ropa

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 PesynbTar KoMMeHTapwuii

TOpPCMOHHas ANCTOHUSA, TUIMT  CM.KOMM Heneumnst CAG-Tpunneta He obHapy>XeHa
1, TOR1A (DYT1), u.m. Pe3ynbTaT npunaraetcs Ha OTAeNbLHOM 6aHKe.

BHuMaHKe! B 3neKTPOHHOM 3K3eMnnspe 6r1aHka Ha3BaHUE UCCNEN0BaHNSA COAEPXKUT CChISIKY Ha CTPaHULY caiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

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

M.M. / Nognuck Bpaya
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Onucanme PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 1978 1. p., obcnenoBanack B OO0 «HezaBucumas nabopatopus UuBUTpo»
¢ nenbto BbIsiBNeHUs yacto mytanuu B reHe DYT1(TOR1A1), orBercTBeHHOM 3a
pa3BUTHE TOPCUOHHOU qucToHuu TUIll 1 (mpoduis Ne 77711DYT1).

Topcuonnas oucmonus — nacieocmeennoe 3ab60ae6anue ¢ nopaddicenuem OnOPHO-08U2AMENbHO20 annapamad, 6
OCHOBE KOMOPO20 JNedHCUm Nopaddcenue SKCMmpanupamuoHoll cucmemvl. XapakxmepHou O0COOEHHOCMbIO €€ AGNAemcs.
MeHsIoueecs, HepagHOMEpPHOe PAacnpeoeieHue MbIUeYHO20 MOHYCa 6 OMOENbHbIX 4aACmAX mend, CONnpoeodIcoaroueecs
€80€00PA3HBIMU SUNEPKUHEIAMU, YACMO C 6PpAUATENbHLIMU 08UNCEHUAMU. 3abonesanue 6cmpeuaemcs peoxo.

Y 6onbnb1x o0mcymemeylom napeswl, KoopounamopHule, 4yecmeumeinbhvie u mazogvie paccmpoiicmea. CyxodicuibHvie
pegrexcel coxpanensl, namonozuieckue peghiekcol He gvizvieaiomcs. He nabniooaemcs unmeniexmyanibHo-MHeCmu4eckux
paccmpoticme.

Ha cecoonswnuii 0ens svidensiom 17 ¢popm 0annoeo 3abonesanus. I[lo pesynomamam neuenusi npenapamamu L-doga
Hekomopuwle (opmul kiaccuguyupyromes na JODPA-3asucumyro (pueuonasn) u JJODA-ne3asucumyro (cunepruremuyeckas)
Gopmol.

JODA-nesasucumasn  (cunepkunemuueckas) @opma ¢ aAYMOCOMHO-OOMUHAHMHBIM — MUNOM — HACAEO06AHUS,
obycnoenennas mymayueii 8 2ene DYT1, 06b1uno nauunaemcs na 1-m 0ecAmunemuy HCusHu, Xapakmepusyemcs paseumuem
BbIYYPHBIX «CKPYUUBAIOWUXY 2CHEPATUZ0BAHNBIX 2UNEPKUHE308 KOHEeYHOCMEN, MYN08UYd U ulell, Pe3Ko YCUTUBAIOWUXCS NPU
X00bbe u NPUBOOAWUX K MANHCENOU UHBATUOUIAYUU OOLHOZO.

Mymayuu 6 cene DYT1 obnapyscusaromes ve moabKo ¥ OOIbHbIX ¢ MURUYHOU 2enepanusosantoll gpopmou JJODA-
He3a8UCUMOll OUCTOHUY, a4 8CIMPeuaemcs Makxice y OOTbHbIX ¢ QOKANLHLIMUY, MYTLIMUPOKATLHOIMU U CE2MEHMAPHLIMU
@opmamu [JODA-ne3asucumoii oucmonuu, a maxdice y OOAbHbIX ¢ AMUNUYHBIMU KIUHUYECKUMU NPOAGTEHUAMU OONe3HU
(nocmypanvhulii. mpemop pyK, 3aukamue 6creocmeue OUCMOHUU OpAlbHOU MycKyramypsl). B psade cayuaee mymayus
BbIAGNAEMC MAKJHCe )y OONbHLIX, He UMEIOWUX CeMEUHO20 AHAMHe3d, YMO, HO-GUOUMOMY, OOBACHAEMCA HeNOIHOU
KAUHUYECKOU NPOAGAAEMOCMbIO MYMAHMHO20 2€HA.

ITpu IHK — uccnenoBanun yactas mytamusi reHa DYT1 (neneuust CAG-Tpuriera)
y o0cienyeMoil He OOHAPYKEHBI.

[TonyueHHBIH pe3ynbTaT HE UCKIIIOYAET JUArHO3 TOPCUOHHAS TUCTOHMS THI 1, Tak
KaK BO3MOXKHO Haimmuue Ooisiee penxkux myrtauuid B reHe DYTI, He TecTupyembiX B
MPOBEJEHHOM HCCIICIOBAHUH.

JlanHoe 3a00JieBaHHE MOKET OBITh Takke OOYCJIOBJICHO MyTalMed B KaKOM-TTMOO
npyrom rene (GCHI, PRRT2, SGCE, SPR u ap.).

Bo3moxxHO Takxke, uTro y oOcieayeMol HE TOPCHOHHAs JWCTOHHUSA, a JAPYroe
3a00JIeBaHUE, COMPOBOKIAFOIICECS TOPCHOHHO-TUCTOHUYECKUM CHHIAPOMOM.

IlemecooOpa3HoO pemuTh BOINPOC O TMPOBEJACHUU 3K30MHOTO CEKBEHHUPOBAHUS,
MTO3BOJISIONIETO MPOBECTH OJTHOBPEMEHHBIN MOUCK MYTAaIHMil B OOJIBIIIOM YKCIIe TeHOB. B
00O «HezaBucumas madoparopusst MTHBUTPO» nmanHOe mcclieioBaHHE B HACTOSIIESE
BpEMSs HE IIPOBOJUTCA.

[Tpy HE0OXOAUMOCTH TTOTYUEHHUS TOTTOTHUTEILHON HH(OPMALIUK 10 pe3ysibTaTaM
00cJieI0BaHUsI PEKOMEHIYETCsl KOHCYJIbTaIlUs Bpaya-TeHEeTHKA.

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



