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PE3YNbTAT MONEKYNAPHO-TEHETUYECKOIO UCCIEAOBAHUA: NGS NAHE/b
«NPEAPACMO/IOXKEHHOCTb K 3/I0KAYECTBEHHOW TMMEPTEPMUM»

®.1.0. NAUMEHTA:

JATA POKAEHNA NAUMEHTA:

Mnon:

NABOPATOPHbIA HOMEP:

HAMNPABJTAIOLLEE YSPEXOEHWE:

JATA BblOAYU:
F'eHbl ‘ BapuaHT FeHoTUn BapwuaHT leHoTUN
MpeApacnonoMeHHOCTb K 3/10KaYECTBEHHOM rUnepTepMum

CACNA1S €.3257G>A (p.Arg1086His) wt/wt ¢.520C>T (p.Argl74Trp) wt/wt
c.38T>G (p.Leu13Arg) wt/wt €.7124G>C (p.Gly2375Ala) wt/wt
¢.103T>C (p.Cys35Arg) wt/wt €.7282G>A (p.Ala2428Thr) wt/wt
c.130C>T (p.Arg44Cys) wt/wt €.7291G>T (p.Asp2431Tyr) wt/wt
c.487C>T (p.Argl163Cys) wt/wt ¢.7300G>A (p.Gly2434Arg) wt/wt
c.488G>T (p.Arg163Leu) wt/wt ¢.7304G>A (p.Arg2435His) wt/wt
€.529C>T (p.Arg177Cys) wt/wt €.7304G>T (p.Arg2435Leu) wt/wt
c.742G>C (p.Gly248Arg) wt/wt €.7310C>T (p.Ala2437Val) wt/wt
c.742G>A (p.Gly248Arg) wt/wt €.7354C>T (p.Arg2452Trp) wt/wt
€.982C>T (p.Arg328Trp) wt/wt €.7360C>T (p.Arg2454Cys) wt/wt
c.1021G>A (p.Gly341Arg) wt/wt €.7361G>A (p.Arg2454His) wt/wt
€.1021G>C (p.Gly341Arg) wt/wt €.7372C>T (p.Arg2458Cys) wt/wt
€.1201C>T (p.Arg401Cys) wt/wt €.7373G>A (p.Arg2458His) wt/wt
€.1209C>G (p.lle403Met) wt/wt €.7522C>T (p.Arg2508Cys) wt/wt
€.1565A>C (p.Tyr522Ser) wt/wt €.7522C>G (p.Arg2508Gly) wt/wt
€.1565A>G (p.Tyr522Cys) wt/wt €.7523G>A (p.Arg2508His) wt/wt
€.1589G>A (p.Arg530His) wt/wt €.8026C>T (p.Arg2676Trp) wt/wt
€.1597C>T (p.Arg533Cys) wt/wt €.9310G>A (p.Glu3104Lys) wt/wt
€.1598G>A (p.Arg533His) wt/wt €.11315G>A (p.Arg3772GIn) wt/wt
RYR1 €.1615T>C (p.Phe539Leu) wt/wt €.11708G>A (p.Arg3903Gln) wt/wt
€.1654C>T (p.Arg552Trp) wt/wt €.11969G>T (p.Gly3990Val) wt/wt
€.1840C>T (p.Arg614Cys) wt/wt €.12533G>T (p.Gly4178Val) wt/wt
€.1841G>T (p.Arg6l4Leu) wt/wt €.12700G>C (p.Val4234Leu) wt/wt
€.5183C>T (p.Ser1728Phe) wt/wt €.12700G>T (p.Val4234Leu) wt/wt
€.6487C>T (p.Arg2163Cys) wt/wt €.14209C>T (p.Arg4737Trp) wt/wt
€.6488G>C (p.Arg2163Pro) wt/wt €.14210G>A (p.Arg4737Gln) wt/wt
c.6488G>A (p.Arg2163His) wt/wt €.14387A>G (p.Tyr4796Cys) wt/wt
€.6502G>A (p.Val2168Met) wt/wt €.14471T>C (p.Leu4824Pro) wt/wt
€.6612C>G (p.His2204GIn) wt/wt €.14477C>T (p.Thra826lle) wt/wt
€.6617C>G (p.Thr2206Arg) wt/wt €.14497C>T (p.His4833Tyr) wt/wt
€.6617C>T (p.Thr2206Met) wt/wt €.14512C>G (p.Leu4838Val) wt/wt
€.6628G>T (p.Val2210Phe) wt/wt €.14545G>A (p.Val4849lle) wt/wt
€.7007G>A (p.Arg2336His) wt/wt €.14582G>A (p.Arg4861His) wt/wt
€.7042_7044del (p.Glu2348del) wt/wt €.14627A>G (p.Lys4876Arg) wt/wt
€.7048G>A (p.Ala2350Thr) wt/wt €.14693T>C (p.lle4898Thr) wt/wt
€.7063C>T (p.Arg2355Trp) wt/wt €.14918C>T (p.Pro4973Leu) wt/wt

€.7090T>G (p.Phe2364Val) wt/wt
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3AK/THOMEHWUE:
MepeuncneHHble BapuaHTbl B reHe RYR1 He 06Hapy:KeHbl.
MepeuncneHHble BapuaHTbl B reHe CACNALS He 06HapyKeHbl.

[ns nccnepgosaHua 6binm BbIBpaHbl BapuaHTbl, peKoMeHA0BaHHble European Malignant Hyperthermia Group B KayecTse
[MArHOCTUYECKM 3HAUYMMBbIX
(https://www.emhg.org/diagnostic-mutations).

Pe3ynbTaT reHeTMYECKOro ucCCiefoBaHUA He ABAAETCA [AMArHoO30M U [AOJ/IKEH WHTepnpeTMpoBaTbCA BPAYOM-
CNeunanncTom B KOMMJIEKCE C aHAaMHE30M, KAMHUYECKMMM, N1abOopaTOpHbIMM U, MPU HEeobXOo4MMOCTW, APYrUMU
reHeTUYeCKUMU SaHHbIMM.

leHepanbHbI AUpPEKTop
000 «Cepbanab» K.6.H Acees M.B.
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