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NleHeTMYecKkne uccnegoBaHusA

AHanus

MonekynspHo-reHeTuyeckas
anarHoctuka 6onesHu
BunbcoHa-KoHoBanosa (13
pacnpoCcTpaHEeHHbIX NATOTEHHbIX
BapuaHToB reHa ATP7B)

'eHoTunupoeaHue PiZ (c.1096G>A;
p.Glu366Lys) un PiS
(c.863A>T;p.Glu288Val) annenen
anbda-1 aHtutpuncura (reH SERPINA1)

Pesynbmam

PacnpocTpaHeHHbIX NaToreHHbIX
BapuaHToB B reHe ATP7B He
0BHapy»xeHo

[MaToreHHble BapunaHTbl PiZ
(c.1096G>A; p.Glu366Lys) u PiS
(c.863A>T;p.Glu288Val) He
0BHapyXeHbl

Pe3ynbTaToB uccnefoBaHnii HEAOCTATOUHO ANt NOCTAaHOBKM AMarHo3a.

ObsasaTenbHa KOHCynbTauusa nevawiero spava.
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Kommenmaputi

Y nauuneHTa He obHapyXeHbl NaTOreHHbIe BapUaHTbI
H1069Q (c.3207C>A; p.His1069GIn), E1064K
(c.3190G>A; p.Glu1064Lys). ¢.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_L eu1218del). c.2304dup B reHe ATP7B.

OTcyTCTBMe [AaHHbIX BAPWUAHTOB 3HAYNTENIbHO
CHWXaeT BEPOSATHOCTb pPa3BUTUSA GonesHu

BunbcoHa-KoHoBanosa (EBK), ogHako He ncknto4vaeT
€€ MOMHOCTbLI.

[Npu coxpaHeHWn NoA03PEHUI Ha Hanuuue y
nauvenTa BBK MoXeT ObiTb peKOMEHA0BAHO
vccrenoBaHne BCew Koampytoulen
nocnegoeartenbHocTu reHa ATP7B ¢ noMoulbio
metona NGS. PekomeHayeTcs npoBoAUTb
anddepeHUmnanbHblil AnarHo3 aHHoW GonesHu ¢
aYTOMMMYHHbIMW NOPaXEHUAMN NeveHn
(ayTOMMMYHHbIV renatuT, NePBUYHbIN BUNNapHbIA
UMPPO3), BUPYCHbIM renaTuioMm,

anbda-1-aHTUTPUNCUHOBON HEAOCTATOYHOCTbIO,
reMOXpoMaTo30M, MyKOBUCLIMAO30M, MeTabonunyecku
aCCOLMMPOBAHHON XNPOBOW BONE3HbLIO NEYEHHU, a
TaKkke ¢ aTMnnYHbIMKU dhopmammn 6onesHu

MapkuHcoHa.
|/|CI'IOJ'II:3V8MbIe DereDeHCHble nocnengoBaTesribHOCTU:
ATP7B — NM_000053.4.

Y nauuneHTa He GbInn 0GHapYXeHb! NaTOreHHbIe
BapuaHTbl PiZ (c.1096G>A; p.Glu366Lys) n PiS
(c.863A>T:; p.Glu288Val) B reHe SERPINA1, 410
3HaYUTENbHO CHKAET BEPOATHOCTL HACEACTBEHHOM
HeJoCcTaToYHOCTU anbda-1-aHTuTpuncuHa (A1AT).
OTpuLiaTenbHbI pe3ynbTaT TeCTa He UCKIYaeT
Opyrvie pefikMe naToreHHble BapuaHThbl B reHe
SERPINA1. Hanbonee Yyacto HegoctatoyHoctb ATAT
o6ycnoeneHa Hanuuvem PiZ n PiS annenen,
BCTPEYaeMOCTb KOTOPbIX YBEeNUYeHa cpeav 60MbHbIX
XOBJ1, rpaHyNémMaTo3oM € NONNaHTMUTOM, LMPPO30M
neyeHun. PesynbTtaTt Tecta 4omkeH bbiTb
UHTepnpeTMpoBaH NeYyalimM BpavyoM B COMETaHUN C
KoHuUeHTpaunen A1AT, a Takke Apyrumum
KNMHWYECKVMU AaHHbIMU. B crniyyYasix nonospeHus Ha

penkui natoreHHbir BapuaHt reHa SERPINA1,
HECOOTBETCTBUSA pe3ynbTata UCcrneaoBaHus

KoHuUeHTpaumm A1AT wnuv KNMHNYECKOW KapTuHe
DPEKOMEH0BaHO BbIMONHEHWE CNeaYIoUINX
ncenenoBaHun: deHotunmposanue A1AT,

cekBeHupoBaHue Bcero reHa SERPINA1
(pexkomeHaauun MunHaapasa Poccum).
WHTepnpeTaums pe3ynbTaTtoB COOTBETCTBYET
pekomMeHaaumam European Molecular Genetics
Quality Network 2014. Ncnonb3yemble pedepeHcHble
nocnepnoeartenbHoct: SERPINAT — NM_000295.5.
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eHogmarHocTuka HacneacTBEHHOTO
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BapuaHTbl €.845G>A
(p.Cys282Tyr), c.187C>G
(p-His63Asp), c.193A>T
(p-Ser65Cys) B reHe HFE He
obHapy>xeHbl

Bapuanta | 148M (c.444C>G;
p.lle148Met) B reHe PNPLA3 He
0oBHapyxeHo
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Y nauneHTa He 6bl10 06HaAPYKEHO NATOrEeHHbIX

BapuaHToB B reHe HFE. Bbinv uccnenosaxbl ABa
nartoreHHbIx BapuaHTta: c.845G>A (p.Cys282Tyr)
¢.187C>G (p.His63Asp) 1 oanH 006poKaYeCTBEHHbIN
BapuaHT ¢.193A>T (p.Ser65Cys) rena HFE. HyxHo
OTMETUTb, YTO reTEPO3UTOTHOE U TOMO3UTOTHOE
HocuTenbcTBo BapmaHTta ¢.193A>T (p.Ser65Cys) He
acCcoUMMPOBAHO ¢ pasBuTNeM 3aboneBaHus.

[en HFE y4acTtBYyeT B perynaunm metabonusma
MOHOB ernesa. [aTtoreHHble BapuaHTbl B 3TOM reHe
NPUBOASAT K PasBUTUIO remoxpomartosa 1 Tmna, npu
KOTOpOM HabnaaeTcs Ype3aMepHoe HaKonneHne
)Xenesa B TKaHAX W opraHax, YTo Bbi3blBAET UX
YHKLMOHanNbHbIE HapyLuexus. FemMoxpomaTos 1 Tvna
— ayTOCOMHO-peLlecCMBHOE 3aboneBaHue.
OTCyTCTBME NaTOreHHbIX BapuaHToB ¢.845G>A
(p.Cys282Tyr), ¢.187C>G (p.His63Asp) cHmxkaeT
BEPOSITHOCTb Pa3BUTUSA HACNEOCTBEHHOIO
remMoxpomMaTtosa | TMna, Ho He UCKIYaeT pa3BuTHe
OPYINX reHeTUYECKNX N HEreHEeTUYECKNX MPUYMH
remoxpomartosa (I, lll, IV Tunos, a Takke BTOPUYHOIO
remMoxpomMartosa). [lnsa noarse eHus TUX
PacnpPOCTPaHEHHbIX NPUYMH NOPAKEHUSA NEYEHN, Kak
OLHOrO 13 OCHOBHbIX NPOSABMEHUN reMoxpomaTosa,
MOXET OblTb PEKOMEH0BAHO NPOBEAEHUNE
OONOMHUTENbHbIX UCCNEeNoBaHWI, BKIHYALWINX
reHotunupoBanue annenen 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, MonekynapHO-reHeTU4eCKyr0 ANarHoCTMKY
6onesHu BunbcoHa-KoHoBanoBa, CKPUHWHE Ha
ayTOMMMYHHble 6ONEe3HN NeYeHU.
WUcnonb3yemas pedepeHcHas nocnenoBaTenbHOCTb:
HFE — NM_000410.4.

Y naumeHTa He obHapyxeH BapuaHT [148M
(c.444C>G, p.lle148Met) B reHe PNPLA3.
OTCcyTCTBUE AaHHOIO BapuaHTta 3HauYUTeNbHO
CHWXaeT PUCK PasBUTUA FreHETUYECKN
accounMpoBaHHON MeTabonnyeckn accounMpoBaHHON
xupoBou 6onesuun nevenu (MAXBIT; ycTapeBliee
HasBaHWe — HeasKoronbHas xupoBas 6onesHb
nevenn (HAXKBI)). Bapuant [148M (c.444C>G,
p.lle148Met) sBnsieTcs 0AHUM W3 BaXKHbIX
rEHeTUYECKUX PaKTOPOB, NOBbLILLAKLLNX PUCK

pa3sutma MAXBI, 0QHaKo ero oTCyTCTBUE He
UCKMOYaeT NONHOCTHI0 BO3MOXHOCTb Pa3BUTUS

OaHHoro 3abonesanus. [ing anddepeHumansHon
ONarHOCTUKN C APYTMMU XPOHUYECKUMUI
3aboneBaHMAMM NeYeH pekoMeHayeTCs NPoBECTU
CKPUHWHI Ha reHeTUYeCKYI0 NaToNoruio NeYeHu, a
TaKkKe CKPUHWMHI Ha ayTOMMMYHHbIE NOPaXeHUs
nevyeHu (ayTOMMMYHHbIV renatuT, NePBUYHbIN
OunnapHbIv LMPPO3), BUPYCHbIN renaTuT.
Vcnonb3yemble pedepeHcHble NocneaoBaTenbHOCTH:
PNPLA3 — NM_025225.3.
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