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SAKIIOMEHHE

Haenn puropuit Anexcangaposdy

TTpHHTHE KOHCYTETALIHE:
Mutueynan caabocTs

PeaynETarhl KIHHIKO-FeHeTHIeCROTO aiaMnesa u obeneiopanms:
[Hara npaesa 20.07.2020

Manvug, § net. Hueer ctapinyio cecrpy. EavncTeennsii cayuail 8 paxy.
BepeMENHOCTE NPOTERANA ¢ YO0l NpepLIBanys, pos ooy Ha 29 negene, BepemeunocTs
npononrkposa, Guuio manopomue. Mepeneena Gporxut o | Tprvectpe. POkl caMONPONSBOILHEE B CPOK,
Bec 2710/49. 3akpuyan cpasy. B poagosme cocTorine cpennedt THegTH. mau_,ntﬂzl ATPE3HA AHYCH, CBIILEBRA
dopua, Yeemuens TPAHCAMHIATE H nonkwen OuanpyGun. Broenen JIMALL Oneprposan & | mec no
nouey atpesan anyca, Brimncan nosodl 8 1.5 Mec nof HaGaionenHe XHPYRRE, HEBPMIora. B NoHHAEHHOM
nuTanus, cprirnean. Ofranssonor sanonoapua meranokopaes, Xomir ¢l roga 6 mec. ©pazones peye.c 4-5
ner. Cynopor ne Geuto. 3penue i eayx coxpanentl. Ect cam, #yer XOpoLp, (aepoeTCH BaCTHYRD. I'[cu:uvmu
Tyanerom. [ToakonooGpasnan nowka, KOK - 243,7 en/n Cxpununr=TecT H AKTHRIOCTS TdoeoMupx | |
ihepaierron - mopsa, Kapnorin 46,3, DHMD wisenena no muonatiieckony Thny. Y umner 8- D kiacee
obuweobpasosateapod wkomnet, yaures cpeate. Cocrosnye erabunenoe. [anens na metabomnyieckne
MHOTIATHH - HOPM3.

Hanober: mumeanas cnaGocts - He npsiraet, e Geraet GLICTPO, 1ATKAR NOXOIKA, HAPYWICHA MEKAR
MOTOPIED, TOBLILICHA YTOMIREMOC T, H30uTos el pec, KONTAKT CO CBEPCTHHEAMH HAPYLICH,

dreporun; Poer 129 Bec 34 O 51,5 Mugpenedanus. Bricoryit noG. ITnockoc miuo. YUTHHCHHBT padpe3
rnas. lonyGite crneput. Punonaasus Gpoveii. Muxpoctomua. MNaparpodina, Manchsire KucTi 1 CToNkL
BansrycHse cTomet. MeTansHie GYTOPKH Ha BCeX NAIBLUAN.

_ Ha ocropanimt GeHOTHIA, KAMHKKN # PASBHTIA NPENOAMASTEA CHHAPOM rpuma Kalyin,
Juddepeniumansyefi auarnos ¢ c.llpanepa-Branu n ApyriMs MOHOTSHHBIME CHHOPOMAM.,

BELm NpeAnoKesl it TROBCACHE HCCACA0BAHNA

20.07.2020 11 pncﬁ-_('.:ca.::_m-p,. EOHEYILTALLN) BpNA-reNeTHES, NepBHYHELH

20.07.2020 Baatue gposn 11 nepuiepruecrkoli pens

20.07.2024 an-..,mnﬂlua AHOMENLHOTO METHAHPOBAHMA KPHTHUECKDTO pafiona xpomocomsl 15q11.2
20.07.2020 t'..epmeuupnnauuu KiHHuecKoty sksoud (5540 renos, xposs ¢ JTA)

02.10.2020 [pucs I'I|,‘c_|ml:1&ﬂ.i emmr: Ei:ﬂmruqecmm MarepHana (0DpaInos Kpos) .
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Kommnercimli anams narorennoets saspaentof metogom MITC MYTAIHE VA 5aepuoi combi (] MyTamsa)
3armouCHIe: METO/OM IPAMOTO ABTOMATHYECKOIO CERBEHMPORAHNE N0 CCHTEPY NPOBEACH NOHCK BapHaHTA
SIN3A(NM_015477.3):¢.1728_1729del (p.Cys377Ter). }

¥ HMapima CA. seiasien de nove natoresHstii sapuant ¢.1728_1729del B reTepo3HroTHOM COCTORHHIL

Y poasrreneil mpofania naMeneRnli HYEIC0THANDH NOCASA0DATENLHOCTH He afHapy=eHo,

Saxmownrensunlil anarnos: Cumapost Brrrenns-Koax (OMIM 613406) Ko MKB Q) 87 Tun wacienoranns
AVTOCOM HO-A0MHIARTILIL,

* Prck nosroproro pokacsng peleHsa ¢ NaHuoil HACRCNCTRCHHON IaToNoM el ¥ poayrencit puropua ne
npernaeT 1%, ¢ apyrof nacneacrsesnol naronorned wim BIIP ne npessimaet 5% fobmmil nonyIRItMoHH b
PHEES,

Pexowenmanme; \
Habmagenue n nesenie y NCHXAATPA, HEBPONOT, NEANATRE, ' y
Obpaweine 5 oprankl MC3 no MecTy IHTEALCTDA € Len mq_unpwfcmnagz HAPYUICHHA OCHOBHLIX KaTErophii
HHIHCIEATCABHOCTH, ~ | - 2T 1
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