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BapuaHToB B reHe ATP7B He
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(c.863A>T;p.Glu288Val) He
0BHapyXeHbl
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Kommenmaputi

Y nauuneHTa He obHapyXeHbl NaTOreHHbIe BapUaHTbI
H1069Q (c.3207C>A; p.His1069GIn), E1064K
(c.3190G>A; p.Glu1064Lys), c.2532del,
c.1340_1343del, ¢.1770dup, c.3402del,
€.3942 3947delinsAGA
(p.Lys1315_Arg1316delinsGlu), ¢.3026_3028del
(p.lle1009del), c.3031_3032insC, ¢.3029 3030insT,
€.3627 3630del 1 c.3649 3654del
(p.Val1217_Leu1218del), ¢.2304dup B reHe ATP7B.
OTcyTCTBMNE AaHHbIX BAPUAHTOB 3HAYUTENBHO
CHWXaeT BEPOATHOCTb Pa3BUTUS GonesHu
BunbcoHa-KoHoBanosa (EBK), ogHako He ucknovaeT
€€ MONHOCTbLI.

[Npu coxpaHeHWn NoA03PEHNIN Ha Hanuyne y
nauventa bBK MoxeT GbITb peKOMEHA0BaHO
vccrenoBaHne BCen Koampyoulen
nocnegoeartenbHocTu reHa ATP7B ¢ noMoubio
metona NGS. PekomeHayeTcsi npoBoAUTb
anddepeHUmnanbHbIi AnarHo3 aHHoW 6oNnesHu ¢
AYTOMMMYHHbIMW NOP&XEHUAMU NEeYeHU
(ayTOMMMYHHbIV renatuT, NePBUYHbIN OUNNapHbI
UMpPPO3), BUPYCHbIM renaTuioM
anbda-1-aHTUTPUNCUHOBOWN HEAOCTATOYHOCTLIO,
reMoxpomaTo3oMm, MyKOBUCLIMA030M, MeTabonuyecku
aCCoLMMPOBAHHON XNPOBOW BONE3HbLIO NEYEHH, a
TaKkke ¢ aTMnnyHbiMKU dhopmamu GonesHu
[MapkuHcoHa.

Mcnonb3yemble pedepeHcHble NocneaoBaTeNbHOCTH:
ATP7B — NM_000053.4.

Y nauuneHTa He GbInn 06HaPYXKEeHbI NaTOreHHbIE
BapuaHThl PiZ (c.1096G>A; p.Glu366Lys) n PiS
(c.863A>T:; p.Glu288Val) B reHe SERPINA1, yT0
3HAYMTENBHO CHWKAET BEPOATHOCTL HACNeACTBEHHOM
HeJocTaToYHOCTH anbda-1-aHTuTpuncuHa (A1AT).
OTpuLiaTenbHbIi pe3ynbTaT TecTa He UCKYaeT
Opyrve pekue NaToreHHble BapuaHThl B reHe
SERPINA1. Hanbonee Yyacto HegocTatoyHocTb ATAT
ob6ycnoeneHa Hanuuvem PiZ v PiS annenen,
BCTPEYAEMOCTb KOTOPbIX YBENMUYEHa cpean GONbHbIX
XOBJ1, rpaHyNnémMaTo3oM C NONUAHIMUTOM, LMPPO3OM
neyeHu. PesynbTtat TecTa 4OMmKeH BbiTb
VHTEPNPETUPOBaH NeYvallinm BpayoM B COMETaHWUU C
KoHuUeHTpaumen A1AT, a Takke Apyrumu
KNVHUYECKUMUY JaHHbIMU. B cnyyasx nogo3pexus Ha
penkuin natoreHHbir BapuaHt reHa SERPINA1
HECOOTBETCTBUSA pe3ynbTara UccneaoBaHng
KOHUeHTpaumm ATAT wunuv KNNHUYECKON KapTUHE
DPEKOMEH0BaHO BbIMONHEHWE CNeaYIOUINX
uccnegosaHun: deHotunmposaHue A1AT
cekBeHupoBaHwue Bcero reHa SERPINA1
(pexkomeHaaunn MuHsapasa Poccuu).
WHTepnpeTaums pe3ynbLTaTtoB COOTBETCTBYET
pekomMenaaumam European Molecular Genetics
Quality Network 2014. Ncnonb3yemble pedyepeHcHble

nocnenoeartenbHoctn: SERPINA1T — NM_000295.5.
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Y nauneHTa He 6b110 06HaAPYXKEHO NaTOreHHbIX
BapuaHToB B reHe HFE. Bbinu nccnenoBaxbl ABa
nartoreHHbIx BapuaHTta: c.845G>A (p.Cys282Tyr)

€.187C>G (p.His63Asp) v oanH 106poKayYecTBEHHbIN
BapuaHT ¢.193A>T (p.Ser65Cys) reHa HFE. HyxHo
OTMETUTb, YTO reTEPO3NUrOTHOE U TOMO3UTOTHOE
HocuTenbcTBo BapuaHTta ¢.193A>T (p.Ser65Cys) He
accoUMMPOBaHO ¢ pasBuTneM 3abonesaHus.
[en HFE yyacTtBYyeT B perynauum metabonusma
MOHOB ernesa. [laTtoreHHble BapuaHThl B 3TOM rEHe
NPUBOASAT K PasBUTUIO remoxpomarosa 1 Tuna, npu
KOTOpOM HabnaaeTcs Ype3aMepHoe HakonneHue
)Xernesa B TKaHAX W opraHax, YTo Bbi3blBAET UX

g}yHKuMOHaJ’IbeIe HapyuleHNs. FemoxpomaTo3 1 Tvna

— ayTOCOMHO-pELIECCMBHOE 3aboneBaHue.
BapI/IaHTbI C.845G>A OTCyTCTBME NaTOreHHbIX BapuaHToB €.845G>A
FEHOAMArHOCTMKA HACTIEACTBEHHOTO (p.Cy_5282Tyr), c.187C>G (p.Cys282Tyr), ¢.187C>G (p.His63Asp) cHukaet
(p.His63Asp), c.193A>T BEPOSATHOCTL Pa3BUTUA HACMENCTBEHHOIO.
remoxpomatosa | Tuna (req HFE) (p.Ser65Cys) B reHe HFE He remMoxpomMaTtosa | TMna, Ho He UCKNYaeT pa3BuTHe
06Hapy>KeHb| OPYINX reHeTUYECKNX U HEereHEeTUYECKMX NMPUYNH
remoxpomartosa (I, lll, IV TMno., a Takke BTOPUYHOro

remMoxpomMartosa). [lnsa noarse eHus ™MX
PacnpPOCTPaHEHHbIX NPUYMH NOPAKEHUSA NEYEHU, Kak
OLHOrO 13 OCHOBHbIX NPOSABMEHUIN reMoxpomaTosa,
MOXET ObITb PEKOMEHA0BAHO NPOBEAEHUNE
OONOMHUTENbHbLIX UCCNEeA0BaHWMN, BKITHYALINX
reHotunupoBaHue anneneu PiZ (c.1096G>A;
p.Glu366Lys) u PiS (c.863A>T; p.Glu288Val)
anbda-1-aHtutpuncura (reH SERPINA1), BbisBNeHne
BapuaHTa 1148M (c.444C>G: p.lle148Met) B reHe
PNPLA3, MonekynspHO-reHeTU4eCcKyt ANarHoCTUKY
6onesHu BunbcoHa-KoHoBanoBa, CKPUHWHE Ha
ayTOMMMYHHbIe 6ONEe3HN NeYeHU.
WUcnonb3yemas pedepeHcHas NocneoBaTenbHOCTb:
HFE — NM_000410.4.

Y nauneHTa He obHapyxeH BapuaHT [148M
(c.444C>G, p.lle148Met) B reHe PNPLA3.
OTcyTCcTBME JaHHOIO BapuaHTa 3Ha4YUTEeNbHO
CHWXaeT pUCK PasBUTUSA FreHEeTUYECKN
accounMpoBaHHON MeTabonnyeckn accoLMMpoBaHHON
xumpoBou 6onesnun nevenn (MAXKBIT; ycTapeBuiee
HasBaHWe — HeasnKoronbHas xuposas 6o1e3Hb
neuyenun (HAXKBM)). BapuaHT 1148M (c.444C>G,
p.lle148Met) sBnseTcs 0AHUM 13 BaXHbIX

BbisieneHune sapuaHTa 1148M (c.444C>G; BapuaHTa | 148M (c.444C>G; FeHeT4ecKiX haKTOPOB. MOBHILIAIILMX PUCK
p.lle148Met) B reHe PNPLA3 npu p.lle148Met) B reHe PNPLA3 He passutng MAXBI, 04HaKO ero oTCyTCTBUE He
HearKorosbHOu 6OJ'Ie3HI/I ne4yeHum 06Hapy)KeHo UCKNOYaeT NONMHOCTbO BO3MOXHOCTb Pa3BUTUA

naHHoro 3abonesanus. [ing anddepeHumanbHom
ONarHOCTUKN C APYTMMU XPOHUYECKMMMN
3aboneBaHMsAMM NeYEeHN PeKOMEHOYeTCsl NPOBECTU
CKPUHWHI Ha reHeTUYECKYI0 NaToNOorMI0 NeYeHu, a
TaKkKe CKPUHWHI Ha ayTOUMMYHHbIE MOPaXeHUs
nevyeHu (ayTOMMMYHHbIV renatut, NePBUYHBIN
OunnapHbI LMPPO3), BUPYCHBIN renaTuT.
Vcnonb3yemble pedepeHcHble NocneaoBaTenbHOCTH:
PNPLA3 — NM_025225.3.
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