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Mon: My

Bospacr: 6 ner

NH3: 999999999

[aTa B3aTus1 obpasua: 09.05.2022

[JaTta noctynneHuns obpasua: 10.05.2022

Bpau: 10.06.2022

[aTa neyaTtu pesynbTaTa: 10.06.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
Mwuogunctpodus CM.KOMM O6Hapy>xeHa natonornyeckas aeneums B reHe DMD: 3k30HbI 45-47.
[OioweHHa/bekkepa, DMD, MpoBoAMNOCE UCCNENOBAHNE Ha NPEAMET BbISIBIEHWS] MblLLEYHOM
Aeneuun n gynankaumm anctpodun AioleHHa/bekkepa, nouck Aeneumin B reHe AMctpoduHa

Y MasIb4yMKOB.
Pe3ynbTaT npuniaraeTcs Ha OTAeNbHOM 6naHke.

BHMMaHVe! B 311eKTpOHHOM 3K3eMnnape 61aHKa Ha3BaHUE UCCNEeN0BaHNs COAEPXKMUT CCbINIKY Ha CTpaHuLy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauusa cneunasncra.

M.M. / Noanuck Bpaya
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http://www.invitro.ru/

Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VIH3 999999999

®.1.0., 2018 r. p., o6cnenopaincs B OO0 «HezaBucumas nadopatopuss UIHBUTPO» ¢ uensio
BBISIBJICHUS JIEJICIUN U AYTUIUKAIMA B IPOMOTOPHON 00JIaCTH reHa AUCTpOo(rHA, OTBEYAIOIIEM 3a
pasBuTHe nporpeccupyromeit muoauctpodun Jromenna (M) (mpodus Ne 7972 TUC).

Muooucmpous Hrowenna (MIZ]) (OMIM 310200)— nacreocmeennoe 3abonesanue, Komopoe HAYuHaemcs 6 eospacme 2-5 nem u
Xapakmepusyemcs npozpeccupyioujell MvlieyHou ciabocmoio, ampoghueti u ncegdocunepmpodghueri NPOKCUMATbHBIX MblUY, HEPeOKO
CONpoBoA*COaemcs KapOUOMUONAMUAMY U HAPYUEHUEeM UHMeLIeKmA.

Buioensiiom annenvryro MIJJ[ popmy — mvrieunyro oucmpogpuio bexxepa (MAB, OMIM310200), komopas xapakxmepu3zyemcst cX0OHbIMU
KAUHUYECKUMU NPOSIGIeHUAMU, bojee no30Hum Hayarom (npumepro ¢ 10-16 nem) u 6onee msiekum meuenuem. Taxue 6oavHble wacmo
coxparsom cnocobrocms xooums 0o 20 nem, a Hekomopwie — 0o 50-60 rem, xoms 6 namoao2utecKull NPOYeCc 80BICHEHbL Me JHCe MbLULLYDI,
umo u npu MJJ].

Buoxumuueckum maprepom sabonesanus seisemces nosviutennvill (6 100-200) pas yposens kpeamungocpokunaszvl (KOK) 6 kposu.

Tun nacnedosanus muviuieyrnoli oucmpoguu Jrouwenna — X-cyenyienHviti peyeccugublll, m.e. UM CmMpaoaom NoYmu UCKIOYUMETbHO
MATNBUUKU, HCEHUWUHBL JHCE C NOBPENCOCHHBIM 2eHOM 8 00HOU U3 X-xpomocom asnaomces HocumenoHuyamu MJJ].

Ipubnusumenvno 6 2/3 ciyyaed CbiH NOIyYaem XpOMOCOMY C NOBPENHCOeHUeM Om MAamepu-HOCUMETbHUYbL, 6 OCMANbHBIX CAVYASIX
3a00/1e8aHUe BO3HUKAEM 6 pe3yibmame Mymayuu de novo 6 noiosviX KiemKax mamepu uiu omyd, aubo 8 npeouecmeeHHUKAx Mmux
KIemox.

Mbvuweunas oucmpogpus Hiowenna (M) ecmpeuaemces npubauzumensro y 00noeo uz 2500-4000 Hosoposicoertbix Manrbyukos.

T'en oucmpogpuna, omeemcmeenHblil 30 npozpeccupyouyio mvlieynyro oucmpoguro frowenna / bexkepa, naxooumcs 6 noxyce Xp21.2.
B 60% cryuaes mymayuu, npusodsiwgue k MIJI/MJIb, npedcmasisitom cobou npomsiicenHule oeseyuus (0m 00H020 00 HECKOAbKUX 0eCMKO8
9Kk30H08), 6 30% cayuaes — mouxosvie mymayuu u 8 10% ciyuaes — dynauxayuu.

B o6pasne JIHK o6cneayemMoro mpoBeieH MOUCK JIeTeIuil U AYTTUKAINN B TPOMOTOPHON 00J1acTH
U KOAUPYIOMUX 3k30Hax (1-72) rena quctpoduna.

BoisiBiiena genenusi  45-47 3k30HoB reHa DMD, 4rTo mnoarBep:Kaaer JUArHo3
nporpeccupywomeii Mbime4Hoii Aucrpogun Aromenna/bekkepa y o0ciieqyemMoro.

[Ipu HEOOXOIUMOCTH MOTYUYCHUS JOTIOJHUTEIbHONU HH(POPMAIUU TI0 pe3yJibTaTaM

00cJieIoBaHUSI PEKOMEHIYETCSI KOHCYJIbTAIUs Bpadya-reHeTHKA.

PexomMentoBaHoO:

1. O6cnenoBanue Matepu (M CECTPhI — MPU HATMYWH ) 00CIIETyeMOT0 JJIsl yTOUHEHUSI HOCUTEIIbCTBA
€0 MyTanuu B TeHe auctpoduna. [laHHOE wHccnenoBaHME HEOOXOAUMO TPHU TUIAHUPOBAHUU
POKIIEHUS IETEN B CEMbE ISl HCKITIOYEHUSI TIOBTOPHBIX CITydaeB 3a00JIeBaHMUS.

2. HabGmonenne MaapurKa y Bpada-HEBpOJIOTa M Bpaya-TeHETHKA TI0 MECTY JKHTEIIbCTBA.

3. OdopmiieHrE MHBAJIUIHOCTHU C JIETCTBA.

K.M.H., Bpau-reHeTnk ML.IL. / [loanuck Bpaua



