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Hanpasusmwmii spay: Pezucmpamop beasesa Hpuna Anexcandposna
Damuann: Masyposa Buxmopus Heopeena
Kem nanpasaen: LV3 VP "PIKE M3 VP" o Hoawcesex

Obcnenosan B 1aopaTOPHA CENEKTHBHOMO CKPHHHHTA

Jaxawuenue:

Memodos vaccosozo Rap@IeIbHos0 cersenuposant ia npuoope fon 85 nposeden ananuz 82 senos,
OIMEEMCIMBENIEX 30 MEMatoIYeCKie MUONamui 1 ROSCHO-KOHEYHOCTINGIE MEWEeynne ducmpodg;
ACADY, ACADL, ACADM, ACADVE, AGL, AHCY, ALDOA, AMPDI, ANOS, AUH, B3GALNT2,
B4GAT!, CAPN3, CAV3, CLPB, COQ2, CPT2, DNAJCIY, DOLK, DPMI, DPM2, DPM3, DYSF,
ENO3, ETFA ETFR, ETFDH FERP, FKIN, FLADI, GAA, GBED, GMPPR,_GYG], GYST, HADHA,
HADHE, HTRA2, ISNCU ISPD, LAMP2, LDHA, LPINI, MYH3, OPAl OPA3, PFEM, PGAM2, PGK I,
PGMI, PHEAD POLG, POLG2, POMGNTL, POME_POMT! POMT2 PYGM, RBCK!, RRM2R,
RYRI, SCNAA, SERACT, SGCA, SGUB, SGCD, SGOG, SLC2245, SEC23A20, SUCLA2, TANGO2, TAZ,
TCAP, TIMMS30, TK2, TMEMS, TMEM70,_TWNK, TYMP, COQ8A, POMGNT2, LARGE!

Credvem omyemums, Yo & Cy 0Zpauuieniin Memooda, ROEPEImue PRod 28106 MOJNCEm Gunh
HERQIHBLM 1 HEKOMOPSLE MVIRGUIN MOZYIN Gbifith 1HE BLARTEHbL.

Hanneii ananuz ne axnovaem nowck kpynusix nepecmpoer JTHK,

Brigarenn uzmenenin iyieomudnoil RociedosamensHoc:

B 3 axzone cena TWNK (OMIM 606073) amasren sapuanm. RYKIeomMuonds 3amend

NM 020830.4:¢. 1323A= G (p. Tvr308Cys) 6 200302000 COCIORRNN {20006a ROKRDBURLE IOuK
x0395). Honvaaynonnan vacmoma aismepuamuenoco arein (MAF) no dannen Gazw enomALD (The
Crenome Aggregation Database, v.2.1.1) cocmasunem 0,000269. [Jannan savena onucana npu
CHEHONePeOeLIRPHON amarcit © undanmicisnsin gavaios (CMO34063) & sexcovnapodnoli Gaze no
aymargsy yerosera HGMD wax namozenman, B coomeememeun ¢ gpumeprsgvi ACMG sugarenmni
GAPHANIT HVIICOMNOH0N BOCIed0GamensHOCIng AGTACINCH HAMMOZeHibIM GaPHaHIOM,

Myvmarun 6 2ene TWNK accoynuposans ¢ neckoasrin dheromunann (Cundpos ucmogens
amumoxondpuansion JJHK, 7 (zenamoyepetpansubii mun), Cundpos Heppo 5 u op..c
AVINOCOMNO-PERECCUEHBIMI 1 GVIMOCoMio-ooMunanmusa munavn naeredosanus. Heodxoduno
COROCIMABTEHNE KAUHIKO-2EHEMUNECKIX dannblx, PexomendVemea KoRC\Ibmayia ¢ SpauoM-2eHemuKom,
I pedvemcs nodmeepycdenie uAETCHRNY NaMenennl memodon cexsenuposanns no Caneepy. Jlm
HOMMBEPHCOSHIA HATOCHNBIX NEIMEHEntl 1 imepnpemaiiad mpedvencs xposs podumeteli apotanda i
cuticos & npoduprax ¢ ITA (2-3 a),

Tawwee neofxodimo omupasiimes uICKY 13 HCMOoput GoIe3t 1 Koo Oaninoso 3arioNeni Ha
labnbo.remelagmail com
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