NPUNOXKEHUE
K cTatbe B.b. Bacunbesa, ®.M. 3axaposon, T.0. borocnosckown, M.IO. MaHzenblwtama «AHan13 cnekTpa MyTaLui reHa peuentopa HU3Kon ninotHoctu (LDLR) npu cemeiHOM rmnepxonecteprHemnn B Poccumy»

MyTaumm reHa LDLR B Poccun

DK30H/VMHTPOH HykneotnaHas 3ameHa B [IHK MpepckasaHHbIn 3bdekT Yncno OueHka natoreHHocTM B OueHKa naToreH- Yactota MuHop- WMpoeHTndrKaumoHHbIn Monynauun Ccbinku gnsa Poccnn BcTpevaemocTb MyTaumin B Apyrux cTpaHax Mympa
no pedepeHCcHO NocefoBaTeNIbHOCTY HYK1eOTUAHOWN 3aMeHbl cemen ClinVar, ngpentnoukaum-  Hoctv no ACMG Horo annenano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTpYKTypy 6enka B Poccum  OHHbI HOMep gnomAD v.3.1.2

ninv.2.1.1

1i-15i C.68-366_2319-791del 1 - P - - MockBa Meshkov et al., 2021a Het
1i-10i c.(67+1_68-1)_(1586+1_1587-1) 1 - P - - HoBocnbupck Shakhtschneider et al., OpaHumsa
2021
4-6 Del5kb incl ex.4-6 - 1 - P/LP - - CaHKT- Mandelshtam et al., 1993 Het
MeTtepbypr
4-8 ¢.317-1185dup p.(Pro106_Val395dup) 1 - P/LP - - Mocksa Semenova et al., 2020 Hupepnangbl, Monblua, Yewckan Pecnybnvka
5i-6i €.817 +303_940 + 943del p.(Val273_ Cys313del) 1 p? LP - - Mocksa Averkova et al., 2018 Het
8i-10i c.1186 + 568_1586 + 1067del 1 - LP - - Mocksa Meshkov et al,, 2021a Het
14i-15i €.2141-799_2311 + 689del 1 - LP - - Mocksa Semenova et al., 2020 Het
14i-15i C.(2140+1_2141-1)_(2311+1_2312-1) 1 - LP - - HoBocnbunpck Shakhtschneider et al., OuHnaHgnA
2021
14i-16i .2141-966_2390-330del p.(Glu714_lle796del) 1 - P - - MockBa Semenova et al.,, 2020 Bpasunusa, AnoHna
15i-17i €.2312-2107_2547 + 620del - 1 - P - - Mocksa Meshkov et al., 2021a Het
HoHceHc-myTaumm
2 c.85A>T p.(Arg29*) 1 P P - rs879254401 Mocksa Melwwkos u gp., 2004, 2009; Hert
251011 Meshkov et al,, 2021a
2 c.97C>T p.(GIn33%) 1 P/LP P 0.00007963 rs121908024 CaHKT- Zakharova et al., 2005; Wcnanwua, Utanua, Kutan, CLA, Typuna, OpaHuuma
3683 Metepbypr 3axapoBa u gp., 2007
3 c.246C>A p.(Cys82*) 1 P P - rs875989891 Mocksa Meshkov et al., 2021a Yewckan Pecnybnvka
226309
3 c.285C>A p.(Cys95%) 1 P P - rs139400379 CaHKT- 3axapoBa 1 ap., 2001,2007 Kopes, AnoHua
251115 Metepbypr
4 c.495G>A p.(Trp165%) 1 P P - rs879254546 Mocksa Melukos u gp., 2009 lpeuns, Kntan
251254
4 C.666C>A p.(Cys222%) 1 P P 0.000004005 rs75613387 MockBa Meshkov et al.,, 2021a Wtanua, Hngepnangpbl, NMonba v gp.
251364
4 c.682G>T p.(Glu228%) 2 P/LP P 0.00001614 rs121908029 CaHKT- Zakharova et al., 2005; ABcTpus, BennkobputaHus, lepmanuna, Kntai, Kopes,
226333 MeTtepbypr, 3axapoBa u gp., 2007 Yewckan Pecny6bnvka, Mapokko, Huaepnangbl, Hopserus,
MockBsa CLWA, Weeuwns
4 c.693C>A p.(Cys231%) 1 P/LP P - rs121908035 Mocksa Meshkov et al,, 2021a BenukobputaHus, Monblua, Yewckas Pecnybnuka
3730
5 c.718G>T p.(Glu240%) 1 P LP - rs768563000 HoBocunbunpck Boesopa 1 gp., 2008 Hupepnanpbi, CLLUA
251422
5 c.810C>A p.(Cys270%) 4 P P - rs773328511 CaHKT- Zakharova et al., 2005; Hupepnangbl
251465 Metepbypr 3axapoBa u ap., 2007;
Meshkov et al., 2021a
6 c.888C>A p.(Cys296%) 1 P P - rs879254708 CaHKT- Miroshnikova et al., 2021 LBeuunn
251504 Metepbypr
7 c.1048C>T p.(Arg350%) 3 P P 0.000007977 rs769737896 Mocksa, CaHkT-  Meshkov et al.,, 2021a, b; Bpasnnus, Benukobputanua, icnanna, Utanus, KaHaga,
226342 Metepbypr Miroshnikova et al., 2021 Kutaii, Nateua, Hugepnaxabl, Hopserus, Monbua,

Moptyranus, CLLUA, Yewwckan Pecnybnuka, ®paHuus, AnoHus

9 c.1252G>T p.(Glu418%) 2 P P - rs869320651 CaHKT- Chakir et al., 1998b Nranna
251755 Metepbypr



V.B. Vasilyev, F.M. Zakharova LDLR mutation spectrum

T.Yu. Bogoslovskaya, M.Yu. Mandelshtam in Russia
DK30H/MHTPOH HykneotngHas 3amena B HK MpepckasaHHbIl 3ddekT Yncno OueHka natoreHHocTM B OueHKa naToreH- Yactota MuHop- WMpeHTudrKaumoHHbIN Monynauun Ccbinku gna Poccun BcTpevaemocTb MyTaLuin B Apyrmx cTpaHax myupa
no pedepeHCHON NnocnefoBaTelbHOCTU HYK1€0TUAHOWN 3aMeHbl cemen ClinVar, npeHtudukaum-  Hoctn no ACMG Horo annenAano Homep B dbSNP B Poccumn
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccun  OHHbI HOMep gnomAD v.3.1.2

mnm v.2.1.1

9 c.1328G>A p.(Trp443¥) 2 P P - rs879254866 CaHKT- Zakharova et al., 2005; Kntan, Monblua, ®paHuua
251789 Metepbypr 3axaposa u gp., 2007
11 c.1672G>T p.(Glu558*) 1 P P - rs879254980 MockBa, HoBo-  Meshkov et al.,, 2021a; Yewwckan Pecnybnvka
251964 Ccmbupck Shakhtschneider et al.,
2021
14 €.1998G>A p.(Trp666¥) 1 P P - rs752935814 Mocksa Meshkov et al.,, 2021a BennkobputaHusa, Yewwckan Pecrnybnmka
252161
14 c.2043C>A p.(Cys681%) 1 LP P 0.000007959 rs121908031 Mocksa Meshkov et al., 2021a ABcTpanus, Bennkobputanus, M3pannb, Kunp, Jiean, Cupus,
252188 OpaHuyus, tOxHas Appuka
15 c.2215C>T p.(GIn739%) 1 P/LP P - MockBa Semenova et al., 2020 Wtanua, Mekcurka, TariBaHb, ANOHUA
252258
15 €.2230C>T p.(Arg744%) 1 P LP - rs200793488 CaHKT- Meshkov et al., 2021a; OpaHuyua, CuHranyp
430795 Metepbypr, Miroshnikova et al., 2021
Mocksa
17 C.2429G>A p.(Trp810%) 1 - LP - - Mocksa Meshkov et al., 2021a Het
MwucceHnc-myTaumm
2 ¢.100T>G p.(Cys34Gly) 1 P/LP LP - rs879254405 CaHKT- Miroshnikova et al., 2021 Yewickas Pecny6nuka, Monblua, OpaHuma
251018 MeTepbypr
3 c.193T>A p.(Ser65Thr) 1 - VUS - - MockBa Meshkov et al., 2021a Het
3 c.200C>T p.(Thr67lle) 2 VUS VUS 0.00001971 rs1337448484 Mocksa Meshkov et al., 2021a [a (cTpaHbl HEN3BECTHDI)
629411
3 c.203G>T p.(Cys68Phe) 2 VUS VUS - rs2077229859 Mocksa Meshkov et al.,, 2021a [a (cTpaHbl Hen3BeCTHbI)
998055
3 c.241CT p.(Arg81Cys) 1 P/LP/VUS VUS 0.00001314 rs730882078 MockBa Meshkov et al., 2021a HaHua, Hugepnanabl, HoBasa 3enanana
183083
3 €.245G>C p.(Cys82Ser) 1 - VUS - rs879254448 MNeTpo3aBoack Korneva et al.,, 2017 Het
3 €.266G>C p.(Cys89Ser) 1 P/LP LP - rs875989894 HoBocnbunpck Shakhtschneider et al., Het
226312 2021
4 c.325T>G p.(Cys109Gly) 1 LP LP - rs140807148 CaHKT- Miroshnikova et al., 2021 Hupepnangpb
869387 MNetepbypr
4 €.326G>A p.(Cys109Tyr) 1 P/LP LP - rs121908042 Mocksa Meshkov et al.,, 2021a Wranus, Monblia
226319
4 €.343C>T p.(Arg115Cys) 3 P/LP/VUS LP - rs774723292 Mocksa, Meshkov et al,, 20213, b HugepnaHabl
251162 OpeHbypr
4 c.347G>A p.(Cys116Tyr) 1 - LP - - Mocksa Meshkov et al., 2021a Benukobputanus, 3anagHaa Asctpanus, tanus, Monblua
4 c401G>C p.(Cys134Ser) 1 LP LP - rs879254514 CaHKT- Miroshnikova et al., 2021 Het
869388 MNetepbypr
4 c.420G>C p.(Glu140Asp) 2 P/LP LP - rs879254520 MockBa, OMck Meshkov et al., 2021a, b Wranusa, Kanaga, Kopes, MekcuKa, Yeluckaa Pecnybnuka
251216
4 C444T>G p.(Cys148Trp) 1 LP LP - rs879254528 CaHKT- Chakir et al., 1998a Het
251228 MeTtepbypr
4 c451G>C p.(Ala151Pro) 1 VUS LP 0.000006571 rs763233960 CaHKT- Tatuwesa v gp., 2001 Het
251234 Metepbypr
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B.b. Bacunbes, ®.M. 3axapoBa
T.IO0. borocnosckas, M.IO. MaHgenbwTam

CnekTtp myTauun reHa LDLR
B Poccun

DK30H/VHTPOH HykneotnaHas 3ameHa B IHK MpepnckasaHHbI 3$peKT Yucno OueHka natoreHHocT B OueHKa natoreH-  YactoTta MUHOP- MAeHTUOUKALIMOHHDIN Monynayun Ccbinku gns Poccun BcTpeuaemocTb MyTaLmii B 4pyrux cTpaHax Mympa
no pedepeHCHON NOCNef0BaTENbHOCTY HYK1€OTUAHOWN 3aMeHbl cemen ClinVar, ngpentnoukaum-  Hoctr no ACMG Horo annensano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccum  oHHbIN HOMep gnomAD v.3.1.2
mnmv.2.1.1
4 c478T>G p.(Cys160Gly) 10 LP LP - rs879254540 CaHKT- Chakir et al., 1998a; Mah- Het
251248 Metepbypr, genbltam, MacsieHHUKOB,
HoBocnbupck, 2001; MewkoB n gp., 2004,
MockBa 2009; Meshkov et al., 2021a
4 c.499T>C p.(Cys167Arg) 1 P/LP LP - rs879254547 CaHKT- Tatwesa n gp., 2001; Het
251255 Metepbypr 3axaposa u gp., 2007
4 c.502G>C p.(Asp168His) 1 P/LP LP - rs200727689 Mocksa Meshkov et al,, 2021a W3paunb, Hosasa 3enanansa, Moptyranua, QuannnuHbl, 4p
251258
4 c.519G>C p.(Cys173Trp) 1 P/LP LP 0.000007958 rs769318035 MockBa Meshkov et al., 2021a lepmanusn, KaHapa, Kopes, HupepnaHabl, ®paHuus
251277
4 c.530C>T p.(Ser177Leu) 1 P/LP LP 0.00005289 rs121908026 Mockea Semenova et al., 2020 EBpona, JlaTuHckaa Amepuka, CLLIA
3686
4 c.534T>G p.(Asp178Glu) 1 P/LP LP - rs879254566 HoBocnbupck Shakhtschneider et al., Asctpusa, lepmanusa, ®paHuma
251287 2019, 2021
4 c.542C>T p.(Pro181Leu) 1 LP LP 0.000006570 rs557344672 Mocksa Semenova et al., 2020 Bpasunus
431512
4 c.551G>A p.(Cys184Tyr) 3 P/LP LP 0.00001171 rs121908039 MockBa Mewkos n ap., 2009; Bpasunus, BenukobputaHusa, Mpnangus, KaHaga,
3739 Meshkov et al.,, 2021a Moptyranus, WotnaHana
4 ¢.552T>G p.(Cys184Trp) 1 LP LP - rs879254571 CaHKT- Miroshnikova et al., 2021 Monbuwa
251293 Metepbypr
4 c.587C>G p.(Pro196Arg) 2 - VUS - - Mocksa Meshkov et al., 2021a Het
4 c.601G>A p.(Glu201Lys) 1 LP LP - rs879254589 Mocksa Melukos n gp., 2009 BeHecysna, Manansna
251317
4 c.616A>C p.(Ser206Arg) 1 P/LP LP - - CaHKT- Miroshnikova et al., 2021 Het
869389 Metepbypr
4 c.618T>G p.(Ser206Arg) 1 P/LP LP - rs879254595 MeTpo3aBopck Komaposa u gp., 2013a; Hopserus
251325 Komarova et al., 2013;
Korneva et al., 2017
4 c.622G>A p.(Glu208Lys) 6 P/LP LP - rs879254597 MockBa Averkova et al., 2018; W3paunb, Hnpepnangbl, Yewckana Pecny6nuka, Lsewyus,
251328 Meshkov et al,, 2021a IOxHan Adpuika, ap.
4 c.626G>A p.(Cys209Tyr) 1 P/LP LP - rs879254600 CaHKT- Tatnwesa n gp., 2001; Yewwckan Pecnybnuvka
251332 Metepbypr Zakharova et al., 2007
4 Cc.682G>A p.(Glu228Lys) 5 P/LP LP 0.00001614 rs121908029 Mockea, Tomck  Mewwkos v ap., 2004; M3paunb, OpaHuy3ckaa Kanapa, Kutain, Kopes, Mekcunka,
3691 Meshkov et al., 2021a, b Hupepnanabl, Moptyranus, ap.
5 c.718G>A p.(Glu240Lys) 1 P/LP/VUS VUS 0.00003285 rs768563000 HoBocnbupck BoeBopga u gp., 2008 lpeuns, Utanua, HupepnaHgbl
200920
5 c.768C>A p.(Asp256Glu) 2 LP VUS - rs879254671 Mockga, Meshkov et al., 2021a, b OuHnAaHgMA
438322 KemepoBso
5 c.782G>T p.(Cys261Phe) 1 LP VUS - rs121908040 HoBocnbunpck Boesopa 1 gp., 2008 BenvkobpwuTanua, NaHns, Hopserus, LWseuws, ap.
3740
5 C.796G>A p.(Asp266Asn) 1 P/LP LP 0.000012 rs875989907 HoBocnbunpck WaxTwHernaep n ap., 2017;  Tepmanua, lanns, Monbuwa, TyHuc, Yewckasa Pecnybnuka, ap.
226334 Shakhtschneider et al.,
2019, 2021
5 c.798T>A p.(Asp266Glu) 5 P/LP/VUS VUS 0.00003942 rs139043155 Mocksa, VBa- Meshkov et al,, 2021a, b; AscTpus, laHua, Hopserus, Monblua, Yewwckan Pecnybnuka,
161287 HoBO, CaHKT- Miroshnikova et al., 2021 ap.
MeTtepbypr
6 C.829G>A p.(Glu277Lys) 3 P/VUS/LB/B VUS/LB 0.0005056 rs148698650 Mocksa, OMck Meshkov et al., 2021a, b lepmanus, lpeunsa, cnanna, U3pauns, CLLA
183097
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V.B. Vasilyev, F.M. Zakharova LDLR mutation spectrum

T.Yu. Bogoslovskaya, M.Yu. Mandelshtam in Russia
SK30H/UHTPOH HykneotugHasa 3ameHa B IHK MpepckasaHHbin 3dpekT  Yucno OueHka natoreHHocTM B OueHKa natoreH-  Yactota MUHOP- MAeHTUUKALIMOHHBIN Monynauyun Ccbinku ana Poccun BcTpeyaemMocTb MyTaLuii B ApYrux cTpaHax Mupa
no pedepeHCHON NOCNef0BaTENIbHOCTY HYK/1€OTUAHOWN 3aMeHbl cemen ClinVar, ngpentnoukaum-  Hoct no ACMG Horo annenano Homep B dbSNP B Poccun
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccun  OHHbI HOMep gnomAD v.3.1.2
mnmv.2.1.1
6 c.862G>A p.(Glu288Lys) 1 P/VUS/LB/ VUS - rs368657165 HoBocnbupck Boesopa 1 gp., 2008 lepmanus, Hpus, Vitanua, KaHaga, Hoasa 3enanans,
161268 HwupepnaHgbl, MNopTyranua
6 c.887G>A p.(Cys296Tyr) 1 P/LP LP - rs879254707 CaHKT- Miroshnikova et al., 2021 Wranusa, ®paHymna
251502 MeTtepbypr
6 c.905G>T p.(Cys302Phe) 3 P LP - rs879254715 MockBa, Tomck  Meshkov et al,, 2021a, b Hupepnanabl
430768
6 c.921T>A p.(Asp307Glu) 1 P/LP VUS - rs879254720 Mocksa Meshkov et al.,, 2021a Het
6 c.922G>A p.(Glu308Lys) 1 LP/P VUS - rs879254721 MockBa, HoBo-  Semenova et al., 2020; HunepnaHgbl, Monbwa
251528 cmbupck Shakhtschneider et al.,
2021
6 c.935A>G p.(Glu312Gly) 1 - VUS 0.000003984 rs1380197577 Mocksa Meshkov et al., 2021a Het
6 c.938G>A p.(Cys313Tyr) 1 P/LP LP 0.000016 rs875989910 CaHKT- Miroshnikova et al., 2021 Bennkobputanus, Hngepnanabl, Hoeasa 3enangmsa
226339 MeTtepbypr
7 C.949G>A p.(Glu317Lys) 1 P/LP VUsS 0.00005311 rs746834464 Mocksa Meshkov et al.,, 2021a Monbuwa
251567
7 c.954C>G p.(Cys318Trp) 2 - VUS - rs1323416354 Mocksa Meshkov et al., 2021a Het
7 c.970G>T p.(Gly324Cys) 1 VUS VUS - rs72658860 Mocksa Meshkov et al.,, 2021a Het
920048
7 c.974G>A p.(Cys325Tyr) 1 P/LP VUS - rs879254746 MockBa Meshkov et al,, 2021a BennkobputaHus, Vicnanus, Wtanua, KaHapa, Kutai, inoHns
251580
7 c.976T>C p.(Ser326Pro) 2 VUS VUS - rs2077361498 Mocksa, Omck Meshkov et al., 2021a, b Het
998053
7 c.986G>A p.(Cys329Tyr) 13 P/LP/LB VUS 0.000016 rs761954844 CaHKT- Zakharova et al,, 2005;3a-  KaHapa, Kutaid, Hugepnangbl,Yewckaa Pecnybnuka,
226344 Metepbypr, XapoBa 1 gp., 2007; Shakht- ®ununnuHbl, Monbuwa, TanBaHb
HoBocnbunpck, shneider et al., 2019, 2021;
Mockga, MeTpo-  Semenova et al., 2020;
3aBOACK Meshkov et al., 20213, b;
Miroshnikova et al., 2021
7 c.1009G>A p.(Glu337Lys) 1 VUS VUS 0.000104 rs539080792 HoBocnbunpck Shakhtshneider et al., 2019, CuHranyp, Ynnn
523729 2021
7 c.1019G>A p.(Cys340Tyr) ND LP LP 0.000008 rs755757866 HoBocnbunpck WaxTwHenpep n ap., 2017;  WcnanHna
251600 Shakhtshneider et al., 2019,
2021
7 c.1019G>T p.(Cys340Phe) ND LP LP - rs755757866 HoBocnbupck Shakhtshneider et al., 2019  Kanapa
977987
7 c.1027G>A p.(Gly343Ser) 1 P/LP/VUS VUS 0.00002832 rs730882096 Mocksa, Meshkov et al., 2021a, b ApreHTrHa, benbrus, Bpasunus, BenukobputaHus, lepmanus,
183106 MeTpo3aBopack W3pannb, Utanna, icnanna, Kanapa, Hupepnangbl, MopTtyra-
nua, Cunranyp, CLUA, Cnosakua, TyHuc, AnoHna, OpaHuuma
7 c.1054T>C p.(Cys352Arg) ND LP VUS - rs879254769 Mocksa Semenova et al., 2020; ABcTpua, Vicnanna
251618 Meshkov et al., 20213;
Shakhtshneider et al., 2019,
2021
8 c.1123T>G p.(Tyr375Asp) 3 - VUS - - Mockaa, Meshkov et al., 2021a; Het
HoBocunbunpck Shakhtschneider et al.,
2021
8 c.1168A>G p.(Lys390Glu) 1 - VUS - rs879254811 Mocksa Meshkov et al.,, 2021a Het
8 ¢c.1186G>C p.(Gly396Arg) 1 P LP - rs879254820 CaHKT- Miroshnikova et al., 2021 Het
870321 MNeTepbypr
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T./O. borocnockas, M.lO. MaHgenbwTam B Poccum 263
DK30H/VHTPOH HykneotnpaHasa 3ameHa B IHK MpepnckasaHHbI 3bpeKT Yucno OueHka natoreHHocT B OueHKa natoreH-  YactoTa MUHOP- MaeHTUOUKALMOHHDIN Monynayun Ccbinkn gna Poccun BcTpeuaemocTb MyTauuii B Apyrux ctpaHax Mympa
no pedepeHCHON NoCNefoBaTeNIbHOCTY HYK1€OTUAHON 3aMeHbl cemen ClinVar, npentnoukaum-  Hoct no ACMG Horo annensano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccun  OHHbI HOMep gnomAD v.3.1.2

nwinv.2.1.1

9 c.1202T>A p.(Leu401His) 33 LP/P VUS - rs121908038 CaHKT- Zakharova et al., 2005; Bpasnnus, Hugepnangbl, Hopeerusa, Mekcnka, QuHnaHaus
3735 Metepbypr, Shakhtshneider et al.,
HoBocunbunpck, 2019, 2021; Meshkov et al.,
Mocksa, KpacHo- 2021a, b; Miroshnikova et
Apck, Metpo3a-  al, 2021

BOACK, TIOMEHb,
Bnagmsoctok
9 c.1217G>A p.(Arg406GlIn) 2 P/LP/VUS VUS 0.00001593 rs552422789 Mocksa Meshkov et al,, 2021a AdpukKa, bpasunusa, Bennkobpurtanus, M3paunsb,
228798 Hupepnanppbl, Kopes, Cunranyp, CLLUA
9 c.1222G>A p.(Glu408Lys) 6 LP/P LP 0.000007965 rs137943601 Metpo3aBonck,  Korneva etal, 2017; KaHapa, Hopserusa, Benukobputanus, icnanums, OpaHums,
36453 Mocksa Meshkov et al,, 2021a MopTtyranusa, ABcTpus, Yewckana Pecny6nuka, Lsewuus,
HupepnaHgbl
9 c.1228A>G p.(Arg410Gly) 1 LP VUS - rs2077408020 HoBocnbupck Boesopa u gp., 2008 Wranua, Kanapa
841257
9 c.1234A>G p.(Met412Val) 1 - VUS - rs1225797407 HoBocnbupck BoeBopga u gp., 2008 Het
9 c.1246C>T p.(Arg416Trp) 7 P/LP LP 0.000024 rs570942190 HoBocnbupck, BoeBopga un gp., 2008; ABcTpus, lfepmaHus, U3pannb, Utanusa, icnanna, KaHaga,
183110 Mocksa Shakhtshneider et al., 2019, Kopes, Hugepnaxabl, Hopserus, MonbLwa, Yewckan Pecny-
2021; Semenova et al., 6nukKa, TanBaHb, gp.
2020; Meshkov et al., 2021a
9 c.1253A>G p.(Glu418Gly) - - LP - - HoBocunbunpck Boesopa un ap., 2008 Kntain
9 c.1277T>C p.(Leu426Pro) 3 P/LP VUS - rs879254851 MNeTpo3aBopck,  KopHesa u gp., 2014; Wtanua, Kutan
251763 CaHKT- Miroshnikova et al., 2021
Metepbypr
9 c.1285G>A p.(Val429Met) 1 P/LP LP 0.000012 rs28942078 Mocksa Meshkov et al,, 2021a; Benukobputanus, lfepmanus, Vitanua, Kanapga, Kutain, Ky6a,
3694 LWaxTwHenpgep n ap., 2017;  CLWA, Hugepnangbl, Hopeerus, Mekcrka, ®paHuuma, AnoHna
Shakhtshneider et al., 2021
9 c.1292C>T p.(Ala431Val) 1 P/LP VUS - - Mocksa Meshkov et al,, 2021a bpasnnua, Cnosakna, Kutan, ApreHtrHa, TansaHb, Monblua,
3695 Moptyranua n gp.
9 c.1295T>G p.(Leu432Arg) 1 - VUS - - HoBocunbunpck Boesopa 1 gp., 2008 Het
9 c.1299C>G p.(Asp433Glu) 1 - VUS 0.000003980 rs778309692 HoBocnbupck Boesopa u gp., 2008 [a (cTpaHbl HEV3BECTHDI)
9 Cc.1322T>A p.(lle441Asn) 1 LP VUS - rs879254862 Mocksa Meshkov et al., 2021a lpeyuus
251782
9 c.13277>C p.(Trp443Arg) 4 LP LP 0.000003980 rs773566855 Mockga, MelwwukoB n gp., 2004, 2009; MopTyranua
998052 MNetpo3aBopck,  KopHesa un ap., 2017; Kor-
Bonorga neva et al.,, 2017; Semenova
et al., 2020; Meshkov et al.,
2021a, b
9 c.1340C>G p.(Ser447Cys) 1 LP VUS - rs879254870 MeTpo3aBopack Komarova et al., 2013 Het
251797
10 c.1444G>T p.(Asp482Tyr) 2 LP LP - rs139624145 Mocksa KpanusHep n ap., 2001; Het
251845 Mewkos n gp., 2004, 2009
10 c.1465T>A p.(Tyr489Asn) 2 - VUS - - Mocksa Semenova et al., 2020; Het
Meshkov et al,, 2021a
10 c.1471A>G p.(Thr491Ala) 1 - VUS - - Mocksa Meshkov et al,, 2021a Het
10 c.1474G>A p.(Asp492Asn) 1 - VUS 0.00002386 rs373646964 MockBa, Meshkov et al., 20213, b A3us, benbrus, Benvkobputanus, lepmanusa, danus, Utanusa,
MBaHOBO Kutan, Hopserus, lOro-BoctouHaa Caynosckas ApaBus,

TanBaHb, Yewuckas Pecnybnuka, OpaHuna
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V.B. Vasilyev, F.M. Zakharova
T.Yu. Bogoslovskaya, M.Yu. Mandelshtam

LDLR mutation spectrum
in Russia

DK30H/VHTPOH HykneotnaHasa 3ameHa B HK MpenckasaHHbIA 3peKT Yucno OueHka natoreHHocT B OueHKka natoreH-  Yactota MUHOP- MAeHTUOUKALIMOHHDIN Monynayumn Ccbinku ans Poccun BcTpeuaemocTb MyTaLmii B 4pyrux cTpaHax Myupa
no pedepeHCHON NOCNIef0BATENIbBHOCTY HYK/1eOTUAHON 3aMeHbl cemen ClinVar, npentnoukaum-  Hoctm no ACMG Horo annensano Homep B dbSNP B Poccun
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccum  oHHbIN HOMep gnomAD v.3.1.2
mnmv.2.1.1
10 c.1502C>T p.(Ala501Val) 1 P/LP LP 0.000007954 rs755667663 MockBa, Meshkov et al,, 2021a, b Hanusa, Utanna, Mapokko, Hugepnangpl, MopTyranus,
251874 OpeHbypr OuannnuHbl, AnoHnA
10 c.1532T>C p.(Leu511Ser) 1 LP VUS - rs879254932 MeTpo3aBopack Komarova et al., 2013 Ntanna
251887
10 c.1561G>A p.(Ala521Thr) 1 VUS VUS - rs879254940 Mocksa Meshkov et al., 2021a BenunkobpuTtaHus
251898
10 c.1577C>A p.(Pro526His) 1 VUS VUS - rs879254944 MockBa Meshkov et al., 2021a CLWA
496019
11 c.1633G>A p.(Gly545Arg) 2 P/LP/US LP - rs879254965 Mocksa Semenova et al., 2020; OpaHuus, Kopea
251942 Meshkov et al.,, 2021a
11 c.1646G>A p.(Gly549Asp) 1 - VUS 0.00002386 rs28941776 HoBocnbunpck Boesopa 1 ap., 2008 lpeuus, Janua, Utanna
11 c.1661C>T p.(Ser554Leu) 1 VUS VUS - rs879254976 MBaHoOBO Meshkov et al., 2021b Kntaii, TanBaHb
251960
11 c.1693G>A p.(Gly565Ser) 1 - VUS 0.000003978 rs1344561983 MockBa Meshkov et al.,, 2021a Het
11 c.1696A>T p.(lle566Phe) 4 - VUS - - Mocksa Meshkov et al., 2021a Het
11 c.1702C>G p.(Leu568Val) 1 P/LP VUS - rs746959386 HoBocnbupck BoeBopa 1 gp., 2008 Kopes, finoHuna
251976
12 c.1730G>C p.(Trp577Ser) 1 P/LP LP rs138947766 CaHKT- Miroshnikova et al., 2021 Hupepnangb
252003 Metepbypr
12 c.1729T>C p.(Trp577Arg) 1 P/LP LP rs879255000 Mocksa Meshkov et al.,, 2021a AscTpun, lfepmanus, Hopeerus, Typuuna
252001
12 c.1741A>C p.(Lys581GlIn) 1 VUS Mocksa Semenova et al., 2020 Het
12 c.1747C>T p.(His583Tyr) 2 P/LP VUS 0.0001025 rs730882109 MockBa, Tomck Meshkov et al,, 2021a, b BennkobputaHus, Kutaii, TariBanb, QununnuHbl, Yewckasn
200921 Pecny6nuka
12 ¢.1750T>C p.(Ser584Pro) 2 LP/VUS VUS rs879255010 MockBa, CaHkT-  Meshkov et al,, 2021a, b WNcnanua
252015 Metepbypr
12 c.1756T>C p.(Ser586Pro) 4 - VUS - Mocksa Semenova et al., 2020 Het
12 c.1774G>T p.(Gly592Trp) 1 - VUS - Mocksa Meshkov et al., 2021a Het
12 c.1775G>A p.(Gly592Glu) 46 P/LP LP 0.00005656 rs137929307 CaHKT- 3axapoBa u ap., 2001, ABcTpusa, benbrus, bpasunus, KaHaga, lNpeuwns, lepmanus,
161271 MeTtepbypr, 2007; BoeBoga n ap., 2008; HupgepnaHapbl, Hopserus, Vicnanua, Vitanus, MNonbua,
HoBocnbunpck, Semenova et al., 2020; Moptyranus, CLA, Yewckas Pecnybnuka, ap.
OpeHbypr, Meshkov et al., 20213, b;
Tomck, TiomeHb,  Miroshnikova et al., 2021
Bonorga, MockBa
12 c.1784G>A p.(Arg595GlIn) 4 P/LP/VUS VUS 0.00003889 rs201102492 Mocksa, Meshkov et al.,, 2021a, b ABcTpanus, ApreHtunHa, bpasnnus, lepmanusa, cnaxuns,
183126 MeTpo3aBopck Wtanus, Kopes, HupepnaHabl, TanBaHb, OuHnaHama, AnoHus
12 c.1813C>G p.(Leu605Val) 1 - VUS - - HoBocnbunpck Boesopa 1 gp., 2008 Het
12 c.1814T>G p.(Leu605Arg) 1 - S - - HoBocnbunpck Boesopa 1 gp., 2008 Het
12 c.1835C>G p.(Ala612Gly) 1 - VUS - - HoBocnbunpck Boesopa 1 ap., 2008 Het
13 c.1859G>C p.(Trp620Ser) 1 VUS S - rs879255056 MeTpo3aBopack KopHesa n p., 2017 Het
889928
13 c.1864G>A p.(Asp622Asn) 2 LP LP - rs879255059 CaHKT- Zakharova et al., 2005; Yewwckan Pecnybnuka, Kutan
252092 Metepbypr 3axapoBa u gp., 2007
13 c.1898G>A p.(Arg633His) 2 P/LP/VUS VUS 0.00002121 rs754536745 MockBa Meshkov et al., 2021a ScToHuA, HugepnaHgbl
226380
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B.b. Bacunbes, ®.M. 3axapoBa CnekTtp myTauun reHa LDLR 2022

T./O. borocnockas, M.lO. MaHgenbwTam B Poccum 263
DK30H/VHTPOH HykneotnaHan 3ameHa B [IHK MpepnckasaHHbI 3peKT Yucno OueHka natoreHHocT B OueHKa natoreH-  Yactota MUHOP- MAeHTUOUKALIMOHHDIN Monynayun Ccbinku gna Poccun BcTpeuaemocTb MyTaLmii B 4pyrux cTpaHax Mympa
no pedepeHCHON NOCNef0BaTENbHOCTY HYK1€OTUAHON 3aMeHbl cemen ClinVar, ngpentnoukaum-  Hoctr no ACMG Horo annensano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccum  oHHbIN HOMep gnomAD v.3.1.2

nwinv.2.1.1

13 c.1936C>A p.(Leu646lle) 1 LP VUS 0.000003977 rs779940524 MeTpo3aBopack Komarova et al., 2013 Het
252118
13 c.1945C>T p.(Pro649Ser) 1 LP VUS - rs879255080 Mocksa Meshkov et al., 2021a OpaHuymna
252121
13 c.1955T>C p.(Met652Thr) 3 LP/VUS VUS 0.000003977 rs875989936 Mocksa, Meshkov et al,, 2021a, b ®OpaHuus, BenukobputaHus
226382 MBaHoBO
13 c.1966C>A p.(His656Asn) 1 B/LP/VUS LP - rs762815611 Mocksa Meshkov et al,, 2021a Wcnanua, Hupepnanabl, NMopTtyranua
252136
14 c.1999T>A p.(Cys667Ser) 1 LP VUs - rs150021927 CaHKT- Zakharova et al., 2005; Het
252162 Metepbypr 3axapoBa 1 gp., 2007
14 ¢.2089G>C p.(Ala697Pro) 3 LP VUS - rs776217028 MockBa Meshkov et al.,, 2021a BenukobputaHus
252213
15 c.2189A>C p.(Lys730Thr) 1 - VUS - - Mocksa Semenova et al,, 2020 Het
16 €.2324T>C p.(Val775Ala) 1 LB/VUS VUS 0.00002121 rs780300776 Mocksa Meshkov et al,, 2021a Het
440691
16 c.2326G>T p.(Ala776Ser) 1 - VUS - - Mocksa Averkova et al.,, 2018 Het
16 c.2327C>T p.(Ala776Val) 1 - VUS - - Mocksa Meshkov et al., 2021a Het
16 c.2347A>C p.(Lys783GlIn) 1 VUS VUS 0.000007954 rs769318961 Mocksa Meshkov et al., 2021a Het
920818
16 C.2389G>A p.(Val797Met) 4 P/LP/VUS VUS 0.000007957 rs750518671 CaHKT- Zakharova et al., 2005; WHawnsa, Utanua, Hnaepnanabl, Hopserus, Kntan, Ky6a,
226393 Metepbypr 3axapoBa u gp., 2007 Mekcuka, MopTyranusa, ®paxuus, Yewckas Pecnybnuka,
LWotnaHaus, IOxHasa Adpuka, AnoHua
16 €.2389G>C p.(Val797Leu) 1 VUS VUS - rs750518671 Mocksa Meshkov et al., 2021a Het
565983
17 C.2390T>A p.(Val797Glu) 1 - VUS - - Mocksa Meshkov et al., 2021a Het
17 €.2448G>C p.(Lys816Asn) 1 LP/VUS VUS - rs1399689294 Mocksa Meshkov et al,, 2021a Het
440698
17 c.2473A>G p.(Asn825Asp) 1 LP VUS - rs879255215 Mocksa Meshkov et al., 2021a Hogasn 3enaHgusa
252340
17 C.2479G>A p.(Val827lle) 2 VUS VUS/LB 0.001006 rs137853964 CaHKT- Zakharova et al., 2005; [anus, lepmanua, N3paunb, Utanua, HugepnaHapbl, Hopse-
36462 MeTtepbypr, 3axaposa 1 ap., 2007; rusa, Cnosaykas Pecny6nuka, CLUA, Yewckana Pecny6nuka, ap.
HoBocnbupck Shakhtshneider et al.,, 2019,
2021
17 c.2531G>A p.(Gly844Asp) 1 P/LP VUS - rs121908037 Mocksa Meshkov et al., 2021a OuHNARANA
3734

3i c.313+1G>A MoTeps TpeTbero sk3oHa 2 P/LP P 0.00002784 rs112029328 CaHKT- Zakharova et al., 2005; ABcTpus, benbrus, Benukobputanus, JaHua, lepmanus,
3736 Metepbypr 3axaposa u gp., 2007 Wcnanua, Utanna, Hupepnangbl, Hopeerus, Kopes, LLiBeuus,
IOAP
3i c.313+2T>G NedekT cnnancrHra 1 - LP - rs793888517 MeTposaBoack KopHeBa u gp., 2016; Het
Korneva et al., 2017

6i €.940+1_c.940+4delGTGA BkntoueHme MHTpPOHa 4 P P - - CaHKT- Miroshnikova et al., 2021 Het

B MPHK 869390 Metepbypr
6i €.940+3_940+6delGAGT HedekT cnnancrHra 2 P/VUS VUS - - Mocksa Semenova et al., 2020 Het

[IVS6+3_6del] 869390
6i c.941-3C>G - 1 - VUS - rs770049110 MockBa Meshkov et al., 2021a Het
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V.B. Vasilyev, F.M. Zakharova LDLR mutation spectrum

T.Yu. Bogoslovskaya, M.Yu. Mandelshtam in Russia
DK30H/VHTPOH HykneotngHas 3amexa B IHK MpepckasaHHbin 3ppekT  Yuncno OueHka natoreHHocTM B OueHka natoreH-  Yactota MUHOP- MAeHTUUKALIMOHHBIN Monynauyun Ccebinku ana Poccun BcTpeuaemocTb MyTaumi B Apyrux cTpaHax mvpa
no pedepeHCHON NOCIef0BaTENIbHOCTY HYK/1I€OTULHOW 3aMeHbI cemen ClinVar, npentnoukaum-  Hoctm no ACMG Horo annenano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccun  OHHbI HOMep gnomAD v.3.1.2

ninv.2.1.1

6i c.941-2A>G - 1 P/LP P - rs112366278 Mocksa Meshkov et al.,, 2021a Kopes, OpaHuua
251554
7i c.1061-8T>C - 3 VUS/LB/B VUS/LB - rs72658861 MockBa Meshkov et al,, 2021a Bennkobputanus, Janusa, Ucnannsa, KaHapa, Hopeerus,
36451 Hupepnanabl, Monbuwa, Moptyranua, CLLIA
8i c.1186+1G>T BkrtoueHve NHTpoHa 2 P P - rs730880131 Mocksa Meshkov et al., 2021a; TyHuc
B MPHK 180403 Miroshnikova et al., 2021
8i c.1187-10G>A 3 P/LP VUS 0.00002798 rs765696008 Mocksa Meshkov et al.,, 2021a AscTtpusa, Utanusa, Kanaga, Kutain, Hopserusa, HoBasA 3enaH-
226349 ous, MNonbwa, OununnuHel, OpaHuyma
8i c.1187-7C>G 1 - VUS - - Mocksa Meshkov et al,, 2021a Het
9i Cc.1358+1G>A HedekT cnnancrHra 1 P/LP P - rs775924858 CaHKT- Zakharova et al., 2005; HupepnaHgbl
[IVS9+1G>A] 251802 MeTepbypr 3axaposa u gp., 2007
10i C.1586+5G>A [edekT cnnancrHra 1 LP/VUS VUS 0.00003189 rs781362878 Mocksa Meshkov et al., 2021a Benunkobputanus, lpeuns, aHus, KaHaga, Hopeerus,
[IVS10+5G>A] 251909 HupepnaHgbl, TaneaHb, LWeeuuna
11 c.1705+3delA JedekT cnnancuHra 1 - VUsS - - MockBa Meshkov et al., 2021a Het
[IVS11+3delA]
110 c.1706-10G>A HedekT cnnancrHra 1 VUS/LB/B VUS/LB 0.002220 rs17248882 MockBa Meshkov et al,, 2021a [peuns, Hngepnangbl, HoBasa 3enanana
[IVS11-10G>A] 226368
12i c.1846-3T>G 2 - VUS - - Mocksa Semenova et al., 2020 Het
16i €.2389+2T>G NedexT cnnaiicnHra 1 LP P - rs879255188 Mocksa Meshkov et al.,, 2021a Bennkobputanua
[IVS16+2T>G] 252302
16i €.2389+5G>A [edekT cnnancrHra 5 P/LB VUS - rs879255191 Mockga, MelwwkoB 1 gp., 2009; WTanusa, Monbwa
[IVS9+5G>A] 252306 HoBocnbunpck Meshkov et al., 20213;
Shakhtschneider et al.,
2019, 2021
16i €.2389+5G>C MpeanonoxumTensHo 4 VUS VUS - rs879255191 MockBa Meshkov et al,, 2021a Het
nedekT cnnancrHra 661713
[IVS9+5G>C]

MyTaLl,VII/I caBura pamMku cCHUTbiBaHUA

3 ¢.193_201delinsGACTTCA p.(Ser65Glyfs*64) 1 P LP - rs879254434 MeTpo3aBoack Komaposa u ap., 2013a; Het
251072 Komarova et al., 2013;
KopHeBa n gp., 2013, 2014,
2017
3 ¢.195dupT p.(Val66Cysfs*64) 3 P P - rs879254435 MNeTpo3aBoack  Komaposa u ap., 2013a; Het
251075 Komarova et al., 2013;
Meshkov et al.,, 2021a
3 ¢.230dupG p.(Arg78Profs*55) 2 P P - rs879254440 Mocksa MewkoB u gp., 2004, 2009; Het
251083 Meshkov et al., 2021a
4 €.316_328delCCCAAGACGTGCT p.(Lys107Argfs*95) 1 - P - - CaHKT- Miroshnikova et al., 2021 Wtanua, HnpepnaHgbl
Metepbypr,
MockBsa
4 ¢.351_352insTTCC p.(Asp118Phefs*13) 1 - P - - Mocksa Mewwkos 1 ap., 2009 Het
4 ¢.355_356insTTCC p.(Gly119Valfs*12) 1 - P - - Mocksa Semenova et al., 2020 Het
4 C.433_434dupG p.(Val45Glyfs*35) 1 P P - - CaHKT- Miroshnikova et al., 2021 Het
870320 MNeTepbypr
4 ¢.670dupG p.(Asp224Glyfs*4) 1 P P - rs879254629 CaHKT- Zakharova et al., 2005; Het
251372 MeTepbypr 3axaposa 1 gp., 2007
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B.b. Bacunbes, ®.M. 3axapoBa CnekTtp myTauun reHa LDLR 2022
T./O. borocnockas, M.lO. MaHgenbwTam B Poccum 263

DK30H/VHTPOH HykneotnaHan 3ameHa B [IHK MpepnckasaHHbI 3peKT Yucno OueHka natoreHHocT B OueHKa natoreH-  Yactota MUHOP- MAeHTUOUKALIMOHHDIN Monynayun Ccbinku gna Poccun BcTpeuaemocTb MyTaLmii B 4pyrux cTpaHax Mympa
no pedepeHCHON NOCNef0BaTENbHOCTY HYK1€OTUAHON 3aMeHbl cemen ClinVar, ngpentnoukaum-  Hoctr no ACMG Horo annensano Homep B dbSNP B Poccum
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccum  oHHbIN HOMep gnomAD v.3.1.2

nwinv.2.1.1

6 c.825_826delCT p.(Cys276Argfs*24) 1 P P - rs879254691 MockBa Meshkov et al.,, 2021a Hopgerus, LBeunsn
251478

6 €.925_931delCCCATCA p.(Pro309Lysfs) 2 P P - rs387906304 CaHKT- Zakharova et al.,, 2005; Hopserusa, CLUA, ®uHnangusa, LWseuna
3729 Metepbypr, 3axaposa 1 gp., 2007;

MeTpo3aBopack Komaposa u fp., 20136;
Komarova et al., 2013;
KopHeBa n ap., 2014, 2017

6 €.939_940+3delCGGTG p.(Cys313Aspfs*17) 1 P P - rs879254727 CaHKT- Zakharova et al., 2005; Het
251536 MeTtepbypr 3axaposa 1 gp., 2007

8 ¢.1129dup p.(Cys377Leufs*1fs) 2 LP LP - rs2077377269 Mockaa, Meshkov et al,, 20213, b Het
998054 KemepoBo

8 c.1162del p.(His388Thrfs*25) 1 P P - rs875989917 Mocksa Meshkov et al,, 2021a Asctpus, Kutair, Hopserus, OpaHuyma
226348

8 c.1183del p.(Val395fs) 1 - LP - - MockBa Meshkov et al., 2021a CLA

9 c.1291_1331del p.(Val430_Ala431ins¥) 1 P LP - rs879254854 CaHKT- Zakharova et al., 2005; Het
251769 Metepbypr 3axapoBa 1 gp., 2007

9 ¢.1303delG p.(Glu435Metfs*15) 1 P P - rs879254857 S CaHKT- Zakharova et al., 2005; lepmaHun
251776 MeTtepbypr 3axaposa 1 gp., 2007

10 c.1478_1479delCT p.(Ser493Cysfs*42) 1 P/LP P - rs869025453 CaHKT- Miroshnikova et al., 2021 Hupepnangbl, Monblua
222688 MeTepbypr

11 c.1684_1691delTGGCCAA p.(Pro56Hisfs*14) 1 P P - - CaHKT- Miroshnikova et al., 2021 Het
869391 Metepbypr

11 c.1686_1693delinsT p.(Trp562Cysfs*5) 1 P P - rs879254984 MeTpo3aBoack Komarova et al., 2013 Het
251968

11 c.1618delG p.(Ala540Profs*8) 1 - LP - - Mocksa Mewkos u gp., 2009 Het

13 ¢.1855_1856insA p.(Phe619Tyrfs*26) 2 P P - rs879255053 CaHKT- Zakharova et al., 2005; Het
252082 MeTtepbypr, 3axapoBa 1 ap., 2007;

HoBocnbupck BoeBopga u gp., 2008
13 ¢.1898delG p.(Arg633fs) 1 - VUS - - Mocksa Meshkov et al,, 2021a Het
14 €.2001_2002delTG p.(Cys667_Glu668 2 P LP - rs1600743301 MockBsa Meshkov et al,, 2021a, b Het
delins¥) 630543

15 c.2191delG p.(Val731Serfs*6) 1 P P - rs879255161 Metpo3aBofnck  Komaposa u ap., 20133; Het

252253 Komarova et al., 2013;

KopHeBa n gp., 2014

17 €.2416dupG (c.2416_2417insG) p.(Val806Glyfs*11) 3 P/LP/VUS P - rs773618064 Mocksa Semenova et al., 2020; WHawns, Kutai, MakncTaH, Yewckaa Pecny6nuka, LWseyusa,
252330 Meshkov et al., 2021a AnoHmA

2 c.191_313del p.(Leu64_Pro105delinsSer) 1 - P - - MockBa Semenova et al., 2020 Hupepnangbl, ®paHuus
4 ¢.347_349delGCC p.(Cys116_His117delinsTyr) 1 LP LP - rs879254483 CaHKT- MaHpgenbwtam n ap., 1998;  HugepnaHgpl
251164 Metepbypr Chakir et al., 1998b
4 c.654_656delTGG p.(Gly219del) 14 P/LP P - rs121908027 CaHKT- Mandelshtam et al,, 1998;  Benuko6putaHus, lepmanus, 3pannb, Hngepnangpl, CLUA,
226329 MeTepbypr, MaHpgenbwtam, MacneHHu- Yewckana Pecny6nuka, KOAP
Hosocnbupck, koB, 2001; Zakharova et al.,
MockBsa 2005; 3axapoBa u ap., 2007;

Meshkov et al., 2021a
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V.B. Vasilyev, F.M. Zakharova LDLR mutation spectrum

T.Yu. Bogoslovskaya, M.Yu. Mandelshtam in Russia
DK30H/VHTPOH HykneotugHasa 3ameHa B HK MpepnckasaHHbI 3bpeKT Yucno OueHka natoreHHocT B OueHKa natoreH-  Yactota MUHOp- MaeHTUdUKALMOHHDIN Monynayun Ccbinku gns Poccun BcTtpeuaemocTb MyTauuii B fpyrmx ctpaHax Mympa
no pedepeHCHON NOCNef0BaTENIbHOCTY HYK/1€OTUAHOWN 3aMeHbl cemen ClinVar, npentnoukaum-  Hoct no ACMG Horo annensano Homep B dbSNP B Poccun
NM_000527.5 (LDLR) Ha CTPYKTypy 6enka B Poccun  OHHbI HOMep gnomAD v.3.1.2

ninv.2.1.1

4 €.658_663delCCCGAC p.(Pro220_Asp221del) 2 P LP - rs1555803409 Mocksa Semenova et al., 2020; Hupepnangpbl
440589 Meshkov et al.,, 2021a
4 c.672_686delCAAATCTGACGACGA p.(Asp224_Glu228del) 1 LP LP - rs1555803439 Mocksa Mewwkos u ap., 2009; [a (cTpaHbl Hen3BeCTHbI)
441189 Meshkov et al., 2021a
4 ¢.670_678dup p.(Asp224_Ser226dup) 1 - LP - - Mocksa Mewkos n ap., 2009; Het
Meshkov et al.,, 2021a
12 ¢.1708_1710delCTC p.(Leu571del) 1 - VUS 0.000007953 rs772492150 Mocksa Meshkov et al.,, 2021a Het

CokpalyeHus: P — natoreHHas myTauus; LP — npegnonoxutenbHo natoreHHas myTaums; VUS — BapuaHT HeM3BeCTHOro 3HaueHus no 6a3am gaHHbix ClinVar n ACMG; LB, B — npenonoXuTenibHO BapraHTbl, He Bbi3biBatowme 3a6oneBaHus; ND — HeT faHHbIX.
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