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Lee, JY., Kinch, L., Borek, D. et al. Crystal
structure of the human sterol transporter
ABCG5/ABCGS. Nature 533, 561-564
(2016).
https://doi.org/10.1038/nature17666

benok npeacrasnaet cobomn
TpaHCMeMbpaHHbIN reTepoanmep,
OTHOCUTCA K cemenctey ATP-
CBA3bIBAKOLWMX TPAHCMOPTHbIX
6enkos cemencTtea ABC

Tada H, Nomura A, Ogura M, lkewaki K, Ishigaki Y,
Inagaki K, Tsukamoto K, Dobashi K, Nakamura K, Hori M,
Matsuki K, Yamashita S, Yokoyama S, Kawashiri MA,
Harada-Shiba M. Diagnosis and Management of
Sitosterolemia 2021. J Atheroscler Thromb. 2021 Aug
1;28(8):791-801. doi: 10.5551/jat.RV17052.
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Bulk tissue gene expression for ABCGS5 (ENSG0O0000138075.11)
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Mbl 0OHapyxunm 15 nauneHToB C rMrnepxonecTepmHEMUEN, KOTOpble ABMAKOTCHA reTepO3UroTHbIMU
HocuTenamu BapuaHToB B reHax ABCG5/ABCGS8 (YpoBeHb CUTOCTEPOSOB Y HUX OKasancs B HOpME)
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PacnpocTtpaHeHHOCTbL BapuaHToB B reHe ABCGS8

» Cpegun 7 naumeHTOB npoleawmx Yyepes auarHoctmky B MICHL 5 nmenn
naToreHHble/BEPOSATHO-NATOrEHHbIE BapUaHTbl B reHe

- ABCGS8 (NM_022437.3)

I I S N R

¢.1715T>C (p.Leu572Pro)
¢.1715T>C (p.Leu572Pro)
¢.1715T>C (p.Leu572Pro)
¢.1715T>C (p.Leu572Pro)

=~ = S b =

¢.1715T7>C (p.Leu572Pro)

PacnpocTpaHeHHOCTb BapUaHTa
c.1715T>C no 6a3e GnomAD:
0,00009208

¢.1715T>C (p.Leu572Pro)
c.1534G>A (p.Gly512Arg)
c.1083G>A (p.Trp361Ter)
¢.1715T>C (p.Leu572Pro)
¢.1705T>C (p.Ser569Pro)

YacTtoTa BapuaHTa €.1715T7>C
no RukExAc —0,0005154639

HocntenbCcTBO AaHHOINO BapuaHTa B
Poccumnckon nonynaumm yaue 5 pas!



"‘M"IHH“" KnuHueckmit cnydaii coemectHo ¢ HMULL Kapavonorun SO 5

B ak30He 14 reHa LDLR BbigasneH sapuaHT:NM _000527.5:¢c.1997G>A p.(Trp666Ter) B retepo3vroTHOM
COCTOSIHUU. [laHHbIM BapmaHT onncaH B MexayHapogHon 6ase gaHHbix HGMD kak naToreHHbIn.
BbISIBNIEHHbIV BApaHT HYKITEOTUAHOW NOCreoBaTeNlbHOCTM HE 3aperncTpupoBaH B KOHTPOSbHbIX BbIOOpKax
gnomAD.

Mo kputepuam ACMG 1 oTeyecTBEHHbIM pekoMeHaaunam [1] AaHHbIN reHeTUYECKUA BapuaHT ObiN OLEHEH

KaK maToreHHbIN.

[TaumeHTKe 6bINO BLIMOSTHEHO NPSIMOE aBTOMAaTUYeCcKoe cekBeHnpoBaHme no CeHrepy, KoTopoe
noaTeepanno Hanudue BapuaHTta ¢.1997G>A B reTepo3nroTHOM COCTOSIHUM (300TOW cTaHaapT

OWNarHOCTUKN)

Takum obpasom, nauneHTKe ycTaHoBneH anarHos: CemenHaa runepxonectepuHeMmnst n3-3a naToreHHoro
BapuaHTa B reHe LDLR (OMIM: 143890) (MKB10:E78.0)

1. PoixkkoBa O.M1., KapabimoH O./1., MpoxopuyK E.B., KoHosanos ®.A., MacneHHunkoB A.b., CTenaHoBs B.A., ApaHacbeB A.A., 3aknasbmuHckan E.B., Pebpukos [.B.,
CasoctbsaHoB K.B., Fnotos A.C., Koctapesa A.A., NMaenos A.E., FlonybeHko M.B., Nonakos A.B., Kyues C.U. PykoBoACTBO NO MHTEPNPETALMU AaHHbIX NOCNAEL0BaTe/IbHOCTH
[OHK uenoseka, NosiyyeHHbIX METOAAaMWN MacCOBOTro NapannenbHoro cekseHnposaHua (MPS) (peaakuus 2018, sepcua 2). MegmumHckas reHetuka 2019; 18(2): 3-23 DOI:

10.25557/2073-7998.2019.02.3-23

]
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B reHe ABCG8 (NM_022437.3):
- BoigaBrneH reHeTnveckum BapmaHT ¢.1715T>C p.(Leud72Pro) B reTepo3nroTHOM COCTOSAHUN. [laHHbIN
BapuaHT onncaH B 6a3ax AaHHbIX Kak NaTOreHHbIN, UMEeEeT HMU3KYI0 YacToTy BCTpeyaeMocTu no base
OaHHbIX gNoMAD u 6bin oueHeH Kak naTtoreHHbIn. MNoareepxaeH cekBeHnpoBaHnem no CeHrepy.

- BoiaBrneHa HykneotngHas 3ameHa ¢.1705T>C p.(Ser569Pro) B reTepo3nroTHOM COCTOSIHUKM, KOTOpasi He
onncaHa B mexayHapoaHon 6ase gaHHbix HGMD, yactota no gnomAD coctaensiet 0,000004. o
COBOKYMHOCTW AaHHbIX 3aMeHa Obina oLueHeHa Kak BapuaHT C HeonpeaeneHHOoM KNMHNYECKON

3HadunmocTbro (VUS). lNoareepxaeH cekBeHnpoBaHnem rno Cenrepy.

Myux npeiickypanrs 3.73.02 Onpenencuie CHTOCTEPOIOE B CRIBOPOTKE KPOBH 1A AHATHOCTHEH CHTOCTHPOINHCMHH,
HEpPCOpOCYXOKHALHOID KcanToMaroia merogom [XMC-MCS

DPI AHHYECKHE KHCA0THI

Kpose
Na HansmeHoBanHe KoHUeHTpanus Hopua En. nam
I Kamnpectepon 19.39 0,08 — 3,05 MEMOTE I
2 CHTOCTEPO 44.65 0.35-3.38 MEMOTE
3 XonecTano 5,95 0,25 —4.41 MEMOTR ]I
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