INVITRO

®PNo
Mon: XeH
Bospacr: 77 net
NH3: 999999999
[JaTta B34TMs obpasua: 19.06.2021
[JaTta noctynneHuns obpasua: 21.06.2021
Bpau: 22.07.2021
[aTa neyaTtu pesynbTaTa: 22.07.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
eH PANK2 y.m. CM.KOMM. MpoBoannock nccnefoBaHMe Ha NpeaMeT BblsBeHUs bonesHu

annepBopaeHa-LUnaTua.
Pe3ynbTaT npunaraeTcs Ha oTaenbHOM b6naHKe.

BHuMaHne! B a3neKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCef0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABNIAKOTCA AMarHo30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Noanuck Bpaya

EEH-E“HHI?J
E
S


https://www.invitro.ru/analizes/for-doctors/1002/7582/

Onucanue pe3yJbTATOB UCCJIET0BAHUS

MH3 999999999

®.U.0., 1944 r.p., obcaenoranack B OO0 «HezaBucumas nadopatopusi MHBUTPO» ¢ uenbro
noucka wmytanuid B 6-M 3k30He reHa PANK2, mpuBojsiieM K BO3HUKHOBEHUIO OOJIC3HH
I"amnepBopaeHa-IlInarna (mpoduas Ne 78 12PANK?2).

bonesnwv I'annepsopoena-ILllnamuya - netipodecenepamugnoe 3a00nesanue, C6A3AHHOE C HAKONICHUEM Jicele3d 8 20JI08HOM MO32€ C
npeumyujecmeento 6 6azanvnuix canenuax. Knunuueckas kapmuna sapuabenvras. OmHocumcs K epynne aetikooucmpopuil.

Knunuueckas nabopamopnas ouacnocmuka He nosgoisem nocmagumev ouacnos. Ilpu Hanuuuu MURUYHBIX HEBPOSIOZUUECKUX
CUMRIOMOE ROMOWb 6 OUAZHOCHIUKE MOXCEM OKA3AMb MACHUMHO-DE30HARCHAA momozpadusn 2onoenozo mosza. Ilpu MPT ¢ T2-
pescume 8blAGNACMCA HA AKCUATBHBIX CPE3AX OA3ANbHBIX 2AH2IUE8 MUNUYHBLI cumMnmom "'2naza muzpa' — cummempuunoe CHudCeHue
UHMEHCUBHOCIMU CUSHANA 8 obiacmu OAe0H020 wapa u PemuKyJIsIPHOU 30Hbl YepHOU CYOCmanyuu (6ciedcmeue Omi0NCeHUs: dcenesa) u
HeOONbULYIO 30HY 2UNEPUHMEHCUBHO20 CUSHATA.

Jupghepenyuanvuyio ouacnocmuxy npoeodsm ¢ 6onesnvlo Bunbcona-Konosanosa, rweenunvhol gopmoi xopeu Ienmunemona,
H08EHUILHOU opMoll yepoud-runogycyunosa, 6onesnvio Mauado—/Iicozegha, neupoakanmoyumosom, 2anenuosudozamu 1-2o u 2-2o

muna.

B obpasne JIHK obGcnemyeMoii mpoBelieHO ucclieioBaHue 6-ro sk30Ha reHa PANK2 meromom
PSIMOTO0 aBTOMaTUYECKOTO CEKBEHUPOBaHUs. B 3ToM 3k30HE B 57% ciydae BBIABISAIOTCS MyTalluu
IIPU BBILIEYKA3aHHOM 3a00JI€BaHUU.

MyTanuu He o0Hapy:keHbI (Bapuant N/N).

AOHK ®.1.0. reH PANK2, 5x30H 6

145 MaToreHHble N BEPOSITHO
naToreHHbIe BapuaHTbl He
06Hapy>XeHbl

VYuuThiBas, 4TO UCCIeNOBaHHbIE y oOcnenyemoil mytauuu B reHe PANK?2 He ucuepnbiBaioT Bce
U3BECTHBIE MYyTalli¥, Y HEro Heib3s HU MOATBEPAWTb, HU HCKIIOUUTH HaIU4he OOJIE3HU
["annepBopaena-IlInarna (TeopeTuuecKkr BO3MOKHO HAIMUKE Y HEe€ 0ojiee peIKUX MyTalui).
AnHaJlorn4Has KJIMHUYeCKasi KapTHHA MOXKeT OBbITh IpK MyTanusx B Apyrux reHax (WDR45, WIPI4,
NBIAS, PLA2G6, IPLA2, INAD1, NBIA2B, NBIA2A, PARK14 NBIA1, PKAN, HARP FTL,
NBIA3, LFTD C190rf12, NBIA4, SPG43 COASY, NBIAG).

Ecnu ectb ocHOBaHME mMpeArnojaraTh HajJu4yhe KaKoro-ITMOO HACHIEIACTBEHHOro 3aboJeBaHUS,
1eJIeCO00Pa3HO PEUINTh BOMPOC O MPOBEACHUU 3K30MHOIO CEKBEHUPOBAHUS, IMO3BOJISIOIIETO
IPOBECTH OJIHOBPEMEHHBIN MOUCK MyTallMii B OOJBIIIOM YHCII€ TEHOB (B T. Y. B BBIIICYKa3aHHBIX ).
B OO0 «He3aBucumas nadopatopuss UHBUTPO» nanHoe uccienoBaHue B HaCTOAIEE BpeMs HE
IIPOBOJIUTCH.

[Tpu HEOOXOAMMOCTH MOIYHYEHHS TOMOJHUTEILHON MH(OpMAIMK MO pe3yjbTaTaM 00CIeI0BAHUS
PEKOMEHyeTCsl KOHCYJIbTallusl Bpaya-TeHETHKA.

K.M.H., Bpau-reHeTHK ML.IL / Iloanuck Bpaya
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