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NeHeTUYecKkne nccnepgoBaHus

AHanua Pesynsmam Kommernmaputi

OGHapy>xeH reTepo3nroTHbIN
3aknoyeHne naTtoreHHbI BapnaHt H1069Q
(c.3207C>A; p.His1069GlIn)

Kommenmapul: Y nayueHma obHapyxeH namozeHHbIl eapuaHm 8 2eHe ATP7B. O6HapyxeHue 20MO3U20mHO20 Namo2eHHO20 sapuaHma
3Ha4yumesnbHO yeenu4yueaem geposimHocmb OuazHo3a bone3Hu BunbcoHa-KoHosanosa (BBK). BbisigrieHHbil 2eHomun moxem obnadamb
HerosiHoU rneHempaHmMHOCMbI: MO €CMb 8ePOSIMHOCMb Pa38UMUST KITUHUYECKUX MpOosie/IeHUll 8 medyeHue XU3HU y Hocumersis Moxem He
docmuzamb 100%. Takxe ebiseneHHbIU eeHomun Moxem obycro8nueams WUPOKY0 heHomunu4eckyto eapuabenbHocmpb cpedu nayueHmos,
OeMoHCmMpupys MHO20006pa3sue KUHUYeCKUX nposieneHul 0axe 8 pamkax 0OHOU cembu.

lpu obHapyxeHuu 08yX 2emepo3uc0mHbIX MNamo2eHHbIX 8apuaHmMo8 PeKoMeHOyemcs OoueHUMb UX UYUcC- U mpaHC-pacrionioxeHue rnymem
2eHomunuposaHusi podumernell nayueHma: mpaHC-pacriofioXeHUe 8apuaHmMos U xapakmepHas K/UuHU4Yeckasi KapmuHa 3Ha4umersibHO
ysenuyusarom egeposimHocmb OuacHo3a BBK. O6HapyxeHue 2emepo3u20mHO20 amog2eHHO20 eapuaHma npu Hamuyuu KiauHu4yeckoul
cCuMIMoMamuKu U u3dMeHeHusi buoxumuyecKkux mMapkepos 6one3Hu (KoHUeHmpauyusi Medu 8 Kposu u Moye, yepynonnasmuH) 8 6onbuwuHcmee
criy4aes 3Ha4umersibHo nogbiwaem sepossmHocme bBK. O0Hako beccumnmomMmHoe 2emepo3u20mHoe HOCUMe IbCMeo Namo2eHHbIX 8apUaHMo8 8
eeHe ATP7B docmueaem 1-2% e nonynayuu. [1oamomy rnpu 8bisefieHuU 2emepo3ugomHo20 Hocumersibcmea Moxem 6bimb peKkoMeHA08aHO
uccrnedosaHue sceli kodupyrowel nocrnedosamesisHocmu eeHa ATP7B memodom NGS.

BBKnpedcmasnsiemcoboliHacriedcmeeHHOe aymoCOMHO-peyeccusHoe 3aboriesaHue, 8b13bi8aeMoe pasnudyHbIMU Mamo2eHHbIMU 8apuaHmamu 8
eeHe ATP7B. [aHHbIl 2eH KoOupyem 6eriok — medb-mpaHcropmupyowyto AT®-a3y, komopas yyacmeyem 8 mMemabonusme UOHO8 Melu.
lMamonoaudyeckue uameHeHus1 8 2eHe ATP7B npugodsim K u3bblMOYHOMY HaKOMIEHU UOHO8 Medu 8 napeHxume rnevyeHu, 20/108H020 Mo3aa U
Opyaux opaaHo8 C pa3gumuem CmpyKmypHO-hyHKYUOHaTbHbIX HapyweHul opaaHo8 U CuCmemMm.

Haubonee yacmbim eapuaHnmom ripu 6BK e criassiHckou nonynsayuu sienssemes H1069Q (¢.3207C>A; p.His1069GIn), komopebil Habnodaemcs 8
30-50% ecex crnyyaee 8 20MO3U20MHOM UNU KOMrayHO-eemepo3u2omHOM COCMOSIHUU ¢ Opya2uM rnamozeHHbIM eapuaHmom 2eHa ATP7B.
Hpyeumu yacmbimMu namoeeHHbIMU eapuaHmamu sensomcesi E1064K (c.3190G>A; p.Glu1064Lys), c¢.2532del, c¢.1340_1343del, ¢.1770dup,
c.3402del, ¢.3942_3947delinsAGA (p.Lys1315_Arg1316delinsGlu), c.3026_3028del (p.lle1009del), ¢.3031_3032insC, ¢.3029_3030insT,
€.3627_3630del u c.3649_3654del (p.Val1217_Leu1218del), c.2304dup.

OCHOBHbIMU KIIUHUYECKUMU rPOosierieHUsiMu 3aboriesaHusi 18115IOMCS MOpaxeHue nevyeHu: ocmpabil Unu XpoOHUYeCKUl eenamum, yuppo3 nevyeHu,
HearikoeonbHas Xupoeas 60/1e3Hb neyYeHuU unu cmeamoeaenamum, ynbMUHaHMHbIU 2eflamum; a makxe ropaxeHue yeHmparnbHoU HepeHoU
cucmembl: pasfnuyHble 8ulbl 2unMepKUHe308, amakxcusi, OUCMOHUSI, achchekmueHbie U Mo8edeHYeCcKUe HapyWweHuUs, rncuxomu4yeckue peakyuu,
U3MeHeHUe KoeHUMuBHbIX pyHKyul. Kpome amoeo, yacmo ecmpeydaromcs afasHble cuMnmombl — Kornbya Katisepa-®netiwepa — omroxeHue
3es1eHo8amo-bypoeo unu KopuyHeeoeo nuameHma (Komrnekc medu ¢ 6enkom) no Kpaw poeosuubl. Y 607bHbIX rneyeHo4YHol ¢hopmol
3abonesaHus 8 40-50% crnyyaes, a Mpu HanuU4yuUU He8POI02U4YEeCKUX cuMnmomos bonesHu — & 70-90%.

Ucnonb3yemble peghepeHcHblie nocrnedosamenbHocmu: ATP7B — NM_000053.4.

Bpau KOJ1: OpobpeHo: OATA OQOBPEHUA

Cuctema ynpasrneHus u MeHeKMeHTa kayectsa nabopatopun ceptudumumpoBara no craHgaptam FOCT P UCO 15189.
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GUATY ASSURANCE IN LABORATORY TESTANG IO A4
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