NPUNOMEHNA

Kk ctaTbe A.C. 3yeBoii, A.M. LLleBueHko, C.IN. MeaBepnesa, E.A. EnncadeHko,

A.A. Cnenuosa, M.C. HazapeHko, H.A. TmosaHa, C.M. 3akuaHa, /N.C. 3axapoBon
«/I30reHHasa NMHUA MHAYLNPOBAHHbIX MIIOPUMNOTEHTHbIX CTBONIOBbIX KneTok |CGi036-A-1
OT NaLMeHTa C CEMEHON rMnepxonecTepuHeMmen, Co3gaHHasa NyTemMm KoppeKkumum
naToreHHoro BapuaHTa reHa LDLR c¢.530C>T»

Ta6nuua S1. ONUroHyKneoTrAapl, NCMNOJIb30BAHHbIE B paboTe

Bug ueneson Jlokyc Pasmep Mpamoii/obpaTHbl nparimep (5'-3')
nocnefoBaTeIbHOCTU NPOAYKTa, M. H.
AHanu3s Kkoppekuum LDLR_18720F/ 372 CTATAGAATGGGCTGGTGTTGG/
3aMeHbl ¢.530C>T LDLR_19091R CTTAGGCAGTGGAACTCGAAGG
AHanus Koppekumm LDLR_24218F/ 259 AGGGACCAACGAATGCTTGGA/
3ameHbl €.1054T>C LDLR_24476R GCAGGTGGAATCTCATGAAACCC
[eTeKkumaA sNnMCcoMHbIX BeKTopoB  EBNA-T 196 TCCCGCAGATCTTCCTGCTCCTGTTCCACCG/
CTCAAAGGATCCGGGGTGATAACCATGGACGA
[eTtekuuna MMKornnasmbl eH pnbocomManbHo 280 GGGAGCAAACAGGATTAGATACCCT/
16S PHK TGCACCATCTGTCACTCTGTTAACCTC
PedepeHcHbIl reH ACTB 308 AGGCACCAGGGCGTGAT/
ana konuyectseHHown OT-TLIP GATAGCACAGCCTGGATAGCA
B2M 20 CACCCCCACTGAAAAAGATG/
ATATTAAAAAGCAAGCAAGCAGAA
Mapkepbl NAKPUNOTEHTHOCTYN OCT4 144 GGGAGATTGATAACTGGTGTGTT/
ana konuyectseHHon OT-TLIP GTGTATATCCCAGGGTGATCCTC
(RTGPCR) NANOG 116 TTTGTGGGCCTGAAGAAAACT/
AGGGCTGTCCTGAATAAGCAG
SoX2 100 GCTTAGCCTCGTCGATGAAC/

AACCCCAAGATGCACAACTC

Ta6nuua S2. AHTVTEN], NCMNONb30BaHHbIE B paboTe

Bug mapkepa  AHTUTENO PasgeneHune [lpoun3sBoguTenb, KaTaNOXHbI HOMep RRID
Mapkepbl Mouse IgG2b anti-OCT3/4 1:50 Santa Cruz Cat # sc-5279 RRID: AB_628051
:g:ﬁz'g';fm Rabbit IgG anti-NANOG 1:200 ReproCELL Cat # RCABOO3P RRID: AB_2714012

Rabbit IgG anti-SOX2 1:400 Cell Signaling Cat # 2748 RRID: AB_823640

Mouse IgG3 anti-SSEA4 1:200 Abcam Cat # ab16287 RRID: AB_778073
Mapkepbl Mouse IgM anti-human PAX6 1:50 Santa Cruz Biotechnology Cat #sc-81649 RRID: AB_1127044
AMPOEPEH- oo it 19G anti-NF200 1:1000 Sigma Cat # N4142 RRID: AB_477272
LlI/IpOBaHHbIX ............................................................................................................................................................................................................
npousBogHbix Mouse IgG2a anti-aSMA 1:100 Dako Cat # M0851 RRID: AB_2223500

Mouse IgG1 anti-human CD90 1:100 eBioscience Cat # 14-0909-82 RRID: AB_763535

Mouse IgG1 anti-CK18 1:100 Abcam Cat # ab668 RRID: AB_305647
BropuuHbie Goat anti-Mouse IgG (H + L) 1:400 Thermo Fisher Scientific Cat #A11004 RRID: AB_2534072
aHTMTena Secondary Antibody,

Alexa Fluor 568

Goat anti-Mouse IgM Heavy 1:400 Thermo Fisher Scientific Cat #A21043 RRID: AB_2535712

Chain Cross-Adsorbed Secondary

Antibody, Alexa Fluor 568

Goat anti-Mouse IgG3 Cross- 1:400 Thermo Fisher Scientific Cat #A21151 RRID: AB_2535784

Adsorbed Secondary Antibody,

Alexa Fluor 488

Goat anti-Mouse IgG1 Cross- 1:400 Thermo Fisher Scientific Cat #A21124 RRID: AB_2535766

Adsorbed Secondary Antibody,

Alexa Fluor 568

Goat anti-Rabbit IgG (H + L) Cross- 1:400 Thermo Fisher Scientific Cat #A11008 RRID: AB_143165

Adsorbed Secondary Antibody,
Alexa Fluor 488



A.S. Zueva, A.l. Shevchenko, S.P. Medvedev ... Creation of isogenic iPSC line
N.A.Tmoyan, S.M. Zakian, .S. Zakharova from a patient with familial hypercholesterolaemia

Ta6nuua S3. Pe3ynbTaThl aHanM3a 26 JIOKYCOB KOPOTKMX TaHAEMHbIX MOBTOPOB
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A.C. 3yeBa, AW. lLeuerko, C.N. MexBepes ...
H.A. TmosiH, C.M. 3aknsaH, U.C. 3axapoBa

M3oreHnHan nuHna UMNCK ICGi036-A-1 2025
OT NauMeHTa C CEMeHON rmnepxonectepuHemuein 29.2

Ta6bnuua S4. Macnopt knetoyHom nuHmm ICGi036-A-1

YHUKanbHbIA ngeHTNdMKaTOP

KoHTakTHasa nHdopmMauma ans obpatieHus
No NoBOAY KNETOUYHOW TIMHNN

[JononHutenbHasa nHpopmauma
0 NMPOUCXOXKAEHUW KNETOYHOW JIMHWN

ICGi036-A-1

DepepanbHoe rocyfapcTBeHHOe blofKeTHOe HayuHoe yupexaeHue «DefepanbHbli
nccnefoBaTebCkuin LeHTp HCTUTYT uutonorum 1 reHeTrkn CMbmpckoro otaeneHus
Poccuinckon akapgemumm Hayk», HoBocnbupck, Poccun

Bo3spacT: 32
Mon: eHcKun
DTHUYeCKana NPUHALNEXKHOCTb: HEU3BECTHO

leH/NOKYC, B KOTOPOM Npov3oLuna
reHeTnyeckas mogmdukaLms

MeTop BHeceHusa moaudukaumm/
ncnonb3yemas cant-cneymdryeckasn
HyKneasa

Cnocob gocTaBKku
nporpammmpyembix HyKneas

BHeceHHbI B KneTkn
reHeTnyecKkni matepuan

MeTop aHanu3a
BHECEHHOW MogndUuKaLmm

Cnocob oueHKmM
HeLeneBoin akTMBHOCTY

CncTembl peiakTUPOBaHNA OCHOBAHWIA:

xCas9(3.7)-ABE(7.10), addgene #108382;

xCas9(3.7)-BE4, addgene #108381.

BekTop, copepalmii nocnefoBaTtenbHOCTH crneicepa Hanpasnatowen PHK,
co3paH B pamKax AaHHom pabotbl: pC9-sgRNA-mCherry.

MporpammHoe obecreyeHme, ncnosb3yemoe A1 Bbibopa Hanpasnatowyx PHK, -
PnB Designer (https://fgcz-shiny.uzh.ch/PnBDesigner/)

xCas9(3.7)-ABE(7.10) - nna3munpa, copeprkallan afeHnH-ge3aMmnHasy 1 Hikasy xCason;
xCas9(3.7)-BE4 — nna3mupaa, copepallian UMTO3MH-Ae3amnHa3sy 1 HuKa3sy xCason;
pC9-1054_2-mCherry, pC9-530-mCherry — nna3muabl CO BCTPOEHHOW NociefoBaTebHO-
CTblo cnericepa Hanpasnsaowen PHK

MNpepckasaHue cantos nporpammont PnB Designer
(https://fgcz-shiny.uzh.ch/PnBDesigner/)

KonoHwu okpyrnon Gopmbl, pacTyLime MOHOCIOEM, C YETKUMU Kpasmy,
no Gpopme COOTBETCTBYIOLLME MTIOPUMOTEHTHBIM CTBOJIOBbLIM KIETKaM YesnoBeka

MoaTBepKaeHa B TeCTe Ha 06Pa30OBaHNe NPOM3BOLHbIX TPEX 3aPOAbILLIEBbIX IMCTKOB
B pe3ynibTaTe CNOHTaHHON AnddepeHUnpoBKY

/13yyeHwne BAMAHUA NaTOreHHOro reHeTYeCKOro BapuaHTa Ha CBOVCTBA pesieBaHTHbIX ANG-
bepeHUMpPoBaHHbIX NPOV3BOAHDIX; NCCIEA0BAHME BKAAa OCTaBLIENCA HECKOPPEKTUPOBAH-
HOW BEPOSATHO MaTOreHHOW 3aMeHbl; CO3AaHNE CUCTEMbl U30TE€HHBIX KNETOUHBIX JIMHWIA AN
pa3paboTKmM TeCT-CUCTEM MOTEHLIMATbHBIX JIeKapCTBEHHbIX MpernapaTos ans nedexnuns CMXC
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