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KnuHuko-anarHoctuyeckas nabopatopus TOO «MHBUTPO-Kazaxcran». A25Y5HO, Pecnybnuka KasaxcraH,
r. Anmartbl, Mepeyckuii p-H, yn. KyHaesa, A. 32, 1 atax. Jlnuensus: 02.09.2016 r. N2 16020288

+7 (707) 258-58-88, e-mail: infokz@invitro.kz, www.invitro.kz roaa N2 KP ICM-175/2020
Xeke eTiHiWw HeMipi (MHAMBMAYaNbHBIN HOMEP 3asiBKK): 452420014

Haykac, xblHbicbl (MaumeHT, non): TECT TTT TECT (OK)

TybInFaH KyHi, xac ([aTta poxaeHus, BOo3pacT): 26.06.1980 (45 nert)

HaykacTbiH XXCH/weTengikTep yLwiH nacnopT HeMipi -
(UMH naumeHTa/NQ nacnopTa, Anst MHOCTPaHLEB):

TyPFbINbIKTBI MEKEHXKalbl, @3aMaTTblK, Poccwsi, MockBa, Tect
(Anpec NpoXvBaHwWsl, rPaXxaaHCTBO):
[Ooapirep, ID (Bpay, ID): camoobpalleHve
MeanumHanblk yiibiM (MeguumMHCKas opraHusaums): TectoBblt MO ans Pecny6nvku KasaxcraH, ActaHa, nn, 98
Ynri anblHFaH KyHi >xaHe yakpiTbl (Mpoba B3siTa): 21.01.2026 07:00
Ynri TyCKeH KyHi >xaHe yakpiTbl (Mpoba nocrynuna): 22.01.2026 13:38
[apirepaiH pactay kyHi (MoaTBEp)XAEHO BPayoM): 22.01.2026 13:53
HaTmxxe wWbiFapbliFaH KyHi (JaTta neyatn pesynbraTta): 23.01.2026
3epTTey HaTtuxe TyciHgipme
(WccnepoBsaHme) (PesynbTar) (KoMmeHTapuit)
'eH ATP7B u.m. CM. KOMM MpoBoaMnoCL nccnefoBaHWe Ha NpeaMeT BbISIB/IEHNS
gonesHM BunbcoHa-KoHoBanoBa.Pe3ynbTaT npunaraeTcs Ha OTAENbHOM
J1IaHKE .

WcnonHuTenb Mewkosa H.I., Bpay KIMHUYeECKOM nabopaTopHOM AMarHOCTUKM

TyciHaipme (KoMMeHTapuit):

Moanuck 3aBeaytoulero nabopatopuent TOO «MHBUTPO-KaszaxctaH» [Monosoi M.A. B HacTosiLeM 6naHke He sBNseTcs
NOANMCBIO 1L, BbIMOSHAOLWEro 1abopaTopHble NCCNeAoBaHNUS; yKa3aHHas Noanvcb NoATBEPXKAAET NOAIMHHOCTD U
[OCTOBEPHOCTb YKa3aHHOM B HacTosieM 6naHKe MHGOpMaLMKU, NOArOTOBNEHHOW Ha OCHOBaHWUM Pe3y/bTaToB N1abopaToOpHbIX
nccnefoBaHni, BbinosHeHHbIX 000 «MHBUTPO».

BHuMaHKe! B 3neKTPOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHWe UCCeNoBaHNs COIEPXMUT CChINIKY Ha CTPaHULY caliTa C OnmncaHueM
nccneposaHus. INVITRO.KZ
Pe3ynbTaThbl UCCNeN0OBaHUIN He SBNAIOTCS AMArHO30M, HEOBX0AMMa KOHCYbTauus CreunanmcTa.

M.M. / Noanuck Bpaya
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Onucanmne

®OUO ob6cnenoBan B OO0 «HezaBucumas nadopatopus MHBUTPO» ¢ menpro momcka 4acThix
mytauuid B reie ATP7B, npuBogsmux K pa3BUTHIO

6one3nu Buibcona-Konosanosa (mpoduns Ne 7810ATP7B). bonesnr Bunbcona-
KonoBasioBa (CHMHOHHMMBI: TenaronepeOpanbHas AUCTPOQUs, TeNaTOJCHTUKYISIpHAs JereHepaius,
BBK) — nacneactBeHHoe 3a0ojieBaHME, C ayTOCOMHOPELECCHBHBIM THUIIOM HACJIEIOBaHUS,
00yCIJIOBJIEHHOE HapyIIEHHWEM BHYTPHUKJIETOUHOTO TPAHCIOpPTAa MEOU M HAKOIUIEHHEM €€ B
opranmsme. KnuHuyeckas kapTuHa pasHooOpasHa. Hambosee yacTo BcTpeyaroTcs H3MEHEHHs CO
CTOPOHBI MIEYEHU U HEpBHOM cucTembl. Hanbosnee THIMYHBIME OMOXUMHUYECKUMH W3MEHEHUSIMU
npu Oone3Hu Bunbcona-KoHoBanoBa SBISIOTCS CHMKEHHE COAEp)KAHMS LEPYJIOIUIa3MUHA U
oOmieit Meny B KPOBH; MOBBIIIEHHWE KOJIUYECTBA MPSMON MEI B KPOBH, MOBBIILIEHUE COACPKAHUS
MeIU B TKaHU MEUEHH, JINKBOPE U SKCKPELUU MEOU € MOYOW. B peakux ciydasx BO3MOXHBI
KIMHUYEeCKHe TMposBieHuss OosiesHn Bunbcona-KonoBanoBa 0e3 TUMMYHBIX OMOXUMHUYECKUX
U3MEHEeHUH B aHalu3e KpoBU. B HacTosmee Bpems u3BectHo Oosee 70 pa3iauyHBIX MyTaluil B
rene ATP7B, xoaupytomem Oenok MenbTpaHcroptupyionryio ATdazy.

ITposenen mouck uwacteix MyTtanuii: H1069Q, E1064K, c.2532delA, ¢.1340_1343del4,
€.1770insT, ¢.2304insC, ¢.3402delC, ckpununr wmyranumii: C. 3942delAT, ¢.3947delG,

¢.3026_3028delTCA, 3029insT, 3031insC, ¢.3036insC, ¢.3627 3630del4, 3649_3654del6 B rene
ATP7B. JlanHbIX MyTaluli He 0OHAPYKEHO.

HpOBeI[eHHOC HCCIICAOBAHHEC HE HCKIHYaACT 00/1e3Hb BI/IHBCOHa'KOHOBaﬂOBa, Tak
KaK M3BECTHBI 0oJice PEAKHUC MyTallun, NPpUBOAAIIUC K JAHHOMY 3a6OJIeBaHI/IIO, AHAJIN3 KOTOPBIX

HE IIPOBOJUJICA B TAHHOM TECTC.

B cnyyae HEOOXOIMMOCTH TMONYyYEHHUs OTOJHUTENFHOW MH(OPMAIMH TI0 pe3yabTaTaM

HCCIICAOBAHUS PCKOMCHAOBAHA OUYHAasd KOHCYJIbTallus Bpada-reHCTUuKa.

Bpau-renerux



