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Mon: My
Bospacr: 65 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
MwuoToHnYeckas CM.KOMM MpoBoaunoCck nccnefoBaHe Ha NpeaMeT BbisIB/IEHNS
auctpocmst, Tun 1, DMPK, MWOTOHNYECKON ANCTPOUN.
Y.M. Pe3ynbTaT npunaraeTcs Ha OTAeNbHOM BnaHke.

BHuMaHne! B a3neKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

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

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

®.1.0., 1956 r. p., o6cnenopaincs B OO0 «HezaBucumas nadopatopuss UIHBUTPO» ¢ uensio
noucka myTanuii B reae DMPK, oTBeTCTBEHHOM 3a pa3BUTHE MHOTOHMYECKOM nuctpoduu 1-ro
tuna (mpoduis Ne 7838DMPK).

Muomonuueckas oucmpogus (M) — maxceroe mnacredcmeennoe 3abonedanue, Nepevle NPUSHAKU KOMOPO2O BO3HUKAION
npeumyuiecmeento 6 16-20 nem. MJ[ xapaxmepuzyemcs akmueHou Muomonuell (MUOMOHUYeCKUMU CRASMAMU, BOZHUKAIOWUMU 8 HAYATe
NPOU3BOTILHLIX OBUNCEHUN 2IABHBIM 00PA30M 8 NALYAX PYK U HCEBAMENbHOU MYCKYIAmype), MeXaHuyeckou MUuomonuel (On1umenbHoim
COKpaujeHuem MbluledHo20 NY4YKad 8 Omeem Ha MeXaHuuyecKutl yoap MoA0MOYKOM NO Mblye — CUMRIMOMOM «POSUKAY UTU «BATUKAY),
ampogueti moiudy (TUYEBbIX, WEUHbIX, OUCMATbHBIX MbIULY KOHEYHOCMell) U Mbluied ot ciabocmbro. Tun Hacie008aHUs - AYMOCOMHO-
OOMUHAHMHBILL C LICOKOU cmenenslo nenempaumuocmu. Myoscuunst boneiom 6 3 paza yauje HceHujuH.

Yacmoma ecmpeuaemocmu: 1 na 8 000 yenogex.

B nacmosiwee epems eviseneno 06a eena, Mmymayuu 8 KOMopulx nPUEoOsim K 803HUKHO8e U0 0anHozo 3abonesanusi: DMPK u ZNF9.

T'en muomonunnpomeunxunazvt (DMPK), nospescoenue xkomopozo npusooum x muomonuueckou oucmpogpuu 1-20 muna, naxooumcs
Ha xpomocome 19. B nopme 6 eene pecucmpupyemcsi om 5 0o 37 mpunyrkneomuonvix CTG-nosmopos, a y 6orvhvix M/ na 0onoti u3
xpomocom npucymcmayem om 50 0o 4000 CTG-nogmopos.

Ipsamasa [JHK-ouaenocmuxa MJ] ocnosana na oyenxe uucia CTG-noemopog ¢ cene DMPK. Juacnos «muomonuueckas oucmpoguny
noomeepacoaemcs 6 mom cayuae, ko2oa yucio CTG-noemopog npegviuiaem 50.

B o6pasne JIHK o6¢cnenyemoro npoBeaeHo uccneaopanue koimuectsa CTG-oBTOpOB B reHe
DMPK
BrrsiiaeHo HopmasibHoe ynciao konmuid CTG-moBTopos (n1<30; n2<30).

AHK ®.1.0. (CTG)n

MA 862.1 nl<30
n2<30

Takum 00pa3om, y 00CIeAyeMOro He BbISIBIEHBI MyTallUU, TPUBOASIINE K Pa3BUTHIO
MUOTOHMYECKOU TUCTpoduu 1-ro TUMNa, 4TO AeaeT MajJOBEPOSTHBIM HAIMYME UMEHHO JAHHOTO
TUNa 3a00J€BaHMs, HO HE UCKIIIOYAET IPYTUE €ro THUIIBI.

[Tpu HEOOXOAUMOCTH MOJTyYEHHUS AOMIOJHUTEIBHON HHPOPMAIMH 110 pe3yIbTaTaM 00cIe0BaHUs
PEKOMEHYETCsl KOHCYJIbTAllUsl Bpaya-TeHETHKA.

PexomeHn10BaHoO:

1. ITpy HECOMHEHHBIX KIIMHUYECKUX MPU3HAKAX MUOTOHUYECKOU TUCTPOPUN BO3MOKHO
MPOBEJEHUE JOMOJIHUTEIHHOTO UCCIEA0BAHUS — MOUCK MyTaluid B rene ZNF9, orBeyaroiem 3a
pa3BUTHE MUOTOHHYECKOU aucTpoduu tun 2 (nmpoduinb Ne 7837ZNF9).

2. Ecnu He TOYHOM YBEpEHHOCTH B IMATHO3€, HO €CTh OCHOBAHUE MPEANOJaraTb HaIM41ue Kakoro-
a100 HACJIEACTBEHHOTO 3a00JIEBaHMs, 11€J1IeCO00Pa3HO PELIUTh BOIIPOC O MPOBEICHUN
MOJIHOAK30MHOI'O0 CEKBEHUPOBAHUS (KIIMHUYECKUNA SK30M ), TO3BOJISIOIIETO MPOBECTH
OJIHOBPEMEHHBIN NOUCK MyTaluii B 60sb1oM ymcie reHoB. B OO0 «HezaBucumas nadbopatopus
NMHBUTPO» nanHO€ HCCIEN0BAHUE B HACTOSAIIEE BPEMS HE TPOBOJIUTCH.

K.Mm.H., Bpau-reHeTukK MLII. / Iloamuchk Bpaua



