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AkryaabsHocTh. bonesns Humanna—ITuka, Tun B (BHII-B)
TpeJcTaBIsAeT cO00H XPOHUYECKHH BUCLIEPaIbHbIA BAPHAHT pell-
KOH JTH30COMHOM 0O0JIE3HN HAKOIUICHUS], BOSHUKAIOLIEH 13-3a He-
JIOCTaTOYHOM aKTUBHOCTH KUcIo# cunromuenunassl (KCM). Ha-
pYUICHHE paclieIuieHusi CQUHTOMHUENMHA Ha niepaMua u Gocdo-
xonuH npu bHII-B nmpuBonuT K HaKomiIeHUIO MaToJ0rHYeCcKoro
cyOcTpara B Makpodarax U HOJIMOPraHHOMY MOPaXEHHIO 03 Bo-
BJIEUEHHS LICHTPAJIbHOM HepBHOH crcTeMsbl. K HacTosmeMy Bpeme-
HU BBIsIBIIEHO Oonee 350 maToreHHBIX BapHaHTOB B reHe SMPDI,
IIPH 3TOM TSDKECTh KIMHUYECKHUX MPOSBICHUN OONE3HU Hampsi-
MYIO CBSI3aHA C THUIIOM MYTaIluu U 0OyCIIOBIE€Ha YPOBHEM OCTa-
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touHo# akTuBHOCTH (epmenTa KCM. Iesib: onpeaenuTh KIMHHU-
YecKHe U TeHeTHIecKkre oauMophu3Mel ipu 6one3nn Humanna—
IIuka, Tun B y nereit.

MarepuaJibl 4 MeTOIbI. B paMkax pa3nuyHbIX IPOrpaMm ce-
JIEKTUBHOTO ckpHHUHIa ¢ 2013 mo 2025 r. B 1aboparopuu Menu-
LMHCKOW TeHOMUKHU ObUI IPUMEHEH IBYXITAITHBINA alIrOpPUTM JIU-
arHoctuku: 1 aTanm — onpezaenenue akTuBHOoCcTH pepmenra KCM
B 00pasnax CyXux ISITeH KPOBH C HCIIONb30BAHMEM TEXHOIOTHIA
TaHJEMHOI Macc-CIIeKTpoMeTpuH y 5846 nauueHToB; 2 srar (1oj-
TBEPXKJICHHE IMarHo3a) — OOHapy)KeHUE OMaUIeIbHBIX MaTOreH-
HBIX BapuaHTOB B reHe SMPD] ¢ npuMeHeHHeM MEeTo/ja CeKBEHHU-
poBanus o CaHrepy.

Pesynbrarsl. Beisieneno 10 6onpHbix ¢ BHII-B ¢ 13 paznauy-
HBIMH Kay3aJbHBIMU Bapuantamu rena SMPDI u3 uux 4 HyKIie-
OTHJHBIX BapHaHTa, HE ONMCAHHBIE paHee B 0a3zax JaHHBIX. Bbl-
sBieHa Mytauus p.R610del, kotopas KOppenupyeT ¢ pa3BUTHEM
BHII-B. Bospact ne6iora BHII-B Bapbupoain ot 6 mec 110 33 et
C IOCTAaHOBKOH nuarHosa B ImpomexxyTke or 12 mec n0 50 jer.
Bpems 3ana3apIBaHus B TOCTAHOBKE JHArHO3a BKIIOYAIIO MEPH-
on ot 1 mec mo 39 ner. [emarocnneHoMeranusi MPUCYTCTBOBAJA
y BceX OOJBHBIX, IIPU ITOM LUTOIICHHUS, HHTEPCTULHAILHOE T10-
pakeHue JErKUX, TeMOPParn4ecKuii CHHIPOM, 3aiepxKKa pr3ude-
CKOTO pa3BUTHS, OJIBIIIKA, TOPAKEHHE KOCTHON TKAaHW M yTOMIIsie-
MOCTb BCTpPEYaJIUCh Y IMALMEHTOB C Pa3JINYHON YaCTOTOU U B pas-
HOU KOMOWHAIVH.

3akrouenne. BolsBiieHb! ¥ ONMCaHbl KIMHUYECKHE U T€He-
tuaeckue noiaumopdusmsl 10 nauuenros ¢ bBHII-B. Panusist nu-
arHOCTHKa JaHHOTO 3a0o0JeBaHus B Poccun KIIMHUYECKH 3HAYM-
Ma B CBSI3HU C BOBMOXKHOCTBIO HCI0JIb30BaHus 3()(HheKTHBHOM (ep-
MEHTHOM 3aMEeCTHTEIbHON Teparnuu.
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