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Mon: My
Bospacr: 1rop
NH3: 999999999
[aTa B3aTus1 obpasua: 07.07.2022
[JaTta noctynneHuns obpasua: 07.07.2022
Bpau: 30.07.2022
[aTa neyaTtu pesynbTaTa: 30.07.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
MopaxkeHns MeYeHu, reHbl  CM.KOMM Pe3synbTaT npunaraetcs Ha oTAenbHOM bnaHke.

ATP7B, PNPLA3,
SERPINA1,u.M

BHuMaHMe! B 3neKTpOHHOM aK3eMnnsipe 6/1aHKa Ha3BaHWe UCCeaoBaHNs COOAEPXXUT CChISIKY Ha CTpaHuULYy caiiTa
http://www.invitro.ru/ c onucaHmem mnccnenoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
MH3 999999999

®.N.0., 2021 1. p., obcnenoBaica B OO0 «HezaBucumas nadoparopus UHBUTpO»
C LIENIbI0 MIPOBEICHMSI CKPUHMHTA Ha TEHETHMUYECKYIO MAaTOJIOTHI0 nedeHu (mpoduib No

77799).

B 3akit04eHNHU UCIIONIB3YIOTCS CAEIYIOIUE TEPMUHBI:

I"'omMo3uroTHOE COCTOSIHUE (HOCUTENIBCTBO)— COCTOSIHHE, TIPH KOTOPOM 00a reHa B mape (Bce T'eHbI
y 4elloBeKa MapHbIe) ABISIIOTCA JTM00 HOPMAIbHBIMU, TM00 MyTaHTHBIMHU.

I'eTepo3uroTHoe cocTosiHue (HOCUTENBCTBO) — COCTOSIHUE, KOTJJa OJIMH I'€H U3 apbl HOPMaJIbHBbIi,
a BTOPOil — HECeT B cebe MyTaIuio.

Hepuyum anvgha-1-anmumpuncuna (A1AT) sensemcs HacredcmeeHHbIM 300071e6aHUEM, C8A3AHHBIM C OeDeKmom
eena SERPINAI, komopoe npugooum xk namonoz2uu neekux u neyenu. Cmenens 8061eyeHUs neveHu 8 namonocudecKuti
npoyecc moxcem ObimMb PAIULHON U 6APLUPYEN 8 3A8UCUMOCIU OM 803pAcma 0ebloma 3a001e8aNUA U BLIPAHCEHHOCTNU
CUMNIMOMO8 — OM XPOHUHECKO20 2eNamuma i yupposza 00 GyroMUHAHMHO20 (MOJIHUEHOCHO20) 2enamuma ¢ pa3eumuem
ocmpoti newenounol Hedocmamounocmu. Haubonee seposmubiym namo2eHHbIM MEXAHUSMOM NOPANHCEHUS NeYeHU ABNACTNCS
naxonaenue noanumepos A1AT 6 zenamoyumax ¢ ux nocieoyrOUWUM anonmo30oM.

Hccneoyromes 2 naubonee pacnpocmpanenuvie mymayuu 8 2ene SERPINA 1, kooupyrowem AIAT - G264V u G342L.

Bonesnv Bunwvcona-Konoeanoea sasisemcs omHOCUMENbHO PEOKUM AYMOCOMHO-PEYECCUBHBIM HACIEOCHBEHHBIM
Hapyuienuem obmena medu. Imo cocmosaHue XapaKmepusyemcs 4pe3mMepHbiM OMI0dCceHueM MEmanla 8 nevyenu, mosze u
Opyaux mKAaHsXx.

Cumnmomvl 3a001€6aHUA BKIOUAIOM 8 CeOA: JHCenmyxy, OmeKu 2o0ieHell, acyum, oopasosauue apmepuarbHO-
BEHO3HbBIX AHACMOMO308. XapakmepHuiM NAMOSHOMOHUYHBIM CUMIIMOMOM 3A001€8ANHUS ABNIAEMCS OMIONHCEHUSL MEOU 8 BUOE
KopuuHeso2o 0000Ka Ha poeosuye 2nas (koavya Kauzepa-@netiwepa). Y psaoa nayuenmos Ha nepeoHull niau 6biXo0sim
HeBpoaocUYecKUe HApYWeHUs - mMpemop, HEenpoussoibible O0UdCeHUs, oucgazus, Oomcymcmeue KoOpOUHAyuu,
CRACMUYHOCIb U PUSUOHOCHIb MBILUY.

B ocnose namocenesa 3abonesanus nexcum HapyuieHue 8vlgedeHus u3bbimka meou ecieocmaue oegpekma 6 2ene
ATP7B. Haubonee pacnpocmpanenuoti mymayueti agisiemcs H1069Q.

Hacneocmeennbwlii 2eM0XpomMamo3s - 2pynna 2eHemuiecKux HapyueHu, XapaKxmepusylouuxcs HaKonienuem jcenesa
8 pasnuyHelx opeamax u mxausx. Ilopadscenue neuenu 00bIYHO BKAIOUAIOM 2eNAMOMe2Anul0, gopmuposanue Guoposa u
yupposa neueHu U NOpmanvhyio cunepmensuio. Hepedko smu cocmosnus npueooam K XPOHUYECKOU NeyeHOUYHOU
HeO00CmamoYHOCHu.

3abonesanue obycrosreno mymayusamu 6 eene HFE, npusoosawumu Kk HeOOCMAamoyHoMy YPOeHIO YHKYUOHANLHO20
2encuouna, 4mo npusooum K usdbsimounomy ecacviéanuio xceneza us KKT. Haubonee pacnpocmpanéumvie mymayuu

- C282Y, H63D u S65C.

Heankozonvnaa scuposan 601e3nb newenu (Jicupoeoil zenamos) — nauboiee pacnpocmpanennoe 3aoonesanue
neveHu, 4acmo accoyuupOBALHOE C 0XHCUPEHUEM, UHCYIUHOPEIUCHEHMHOCIbIO U MemadOIUYeCKUM CUHOPOMOM. Y pada ntuy
3a0051e6aHUe OCLOJNCHAECMCA (DOPMUPOBAHUEM BOCNANCHUS NeYeHU (HeanKo20bHblll cmeamozenamum). XpoHuveckas
B0CNAUMENbHAS peaKyus 6edem K pazsumuio ouoposa u yupposa, a maxaice npeopacnonazaem K pazeumuio pakd nedeHu.

Inagnvim  cenemuueckum Gakmopom nepexooa cmeamo3d 6 HeAIKO2ONbHbIL CMeamoenamum seIAemcs
noaumop@usm cena PNPLA3 [148M. Mymanumuulii 6enox npensimcmeyem pacuenyieHuio Tunuoos8 8 2enamoyumax, a markice
cmumyupyem Kiemku, cekpemupylowue xoinazen. Kpome mozo, Hanuuue noaumopgusma accoyuuposano c oonee
azpeccusHvlM meverHuem 6cex Oud@y3Hvix 3a001€6aHULL NEYEHU.

B o6pasie IHK obGcnemyemoro ObLT TPOBENEH CKPUHUHT Ha TEHETUYECKYIO
narojioruto neuenu (myramuu H63D, S65C, C282Y B rene HFE, 13 myranuii B rexe
ATP7B, PiZ u PiS myrtanuu B rene 6enka A1AT, [148M B rene PNPLA3).



[TonydeHHBIE PE3YyJIbTATHI.

Ne I'en MyTrauus PesyabTar
1. SERPINA1L PiZ (G342L) MyTanus He BhISIBJICHA
2. SERPINA1 PiS (G264V) MyTalius He BbIIBIICHA
3. ATP7B c. 2532delA MyTanus He BbISIBJICHA
4. ATP7B c.1340 1343del4 MyTalius He BbISBIICHA
5. ATP7B c.1770insT MyrTanys He BbIsIBJICHA
6. ATP7B c.2304insC MyrTanys He BbIsIBIIEHA
1. ATP7B H1069Q MyTauus He BbIsIBIICHA
8. ATP7B c.3402delC MyTaius He BbISBJIICHA
9. ATP7B c. 3942del AT MyTanus He BbISIBICHA
10. ATP7B 3947delG MyTtanus He BbISIBICHA
11. ATP7B 3029insT MyTaiius He BbISIBJIICHA
12. ATP7B 3031insC MyTanus He BbISIBJICHA
13. ATP/B c.3627 3630del4 Myrtanus He BbISIBJICHA
14, ATP7B 3649 3654del6 MyTanus He BbISIBJICHA
15. PNPLA3 1148M MyTaiius He BbISIBJIICHA
16. HFE H63D MyTanus He BbISIBJICHA
17. HFE S65C MyTaiius He BbISBJICHA
19. HFE C282Y MyTaiiusi He BbISIBJIICHA

Mytauuu He BbisiBJeHbI (BapuaHT N/N).

[TomydeHHBI pe3yibTaT HE MUCKIIOYAET HACIEICTBEHHOTO 3a00JIeBaHUS TIEYCHH Y
o0ciemyeMoro - BO3MOXHBI 00JIee peIKie MyTalluK B UCCIICJOBAHHBIX T€HAX M MyTaIllH
B IPYTUX reHax.

Eciu ecthb oCHOBaHME NpeanojiaraTb HaJIUYUE KaKOTO-JIMOO HACJEICTBEHHOTO
3a00JIeBaHUsA, LI€JIecOO0pa3HO  PEIIUTh BONPOC O  NPOBEACHUM  3K30MHOIO
CEKBEHHUPOBAHMSI, TIO3BOJISIONIETO TMPOBECTH OJHOBPEMEHHBIH MMOMCK MyTalud B
oonpmioMm yucie renoB. B OOO «HeszaBucumast naboparopuss UHBUTPO» nannoe
WCCIICIOBAaHUE B HACTOSIIIIEE BPEMsI HE TPOBOJUTCA.

[Tpu HEOOXOIUMOCTH TOTYUYSHHS JOTOTHUTEIHLHOW MH(POPMAITUH 110 PE3yJIbTaTaM
oOcienoBaHus peKOMEHIYETCsl KOHCYIIbTAIHsI Bpada-TeHETHKA.

K.Mm.H., Bpau-reHeTuK M.II. / Iloamuck Bpada



