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®PNo
Mon: My
Bospacr: 3lropn
NH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[JaTta noctynneHuns obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
eH PLOD y.mM. CM.KOMM MNpoBoAnNOCh UCCnefoBaHME Ha NpeaMeT BblsBrieHns CMHApoMa

onnepca-Adanno, Tun VI.
Pe3ynbTaT npunaraetcs Ha OTAeNbHOM 6aHKe.

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHUE UCCEeN0BaHNS COAEPXUT CCbISIKY Ha CTPaHMULY caiita
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

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

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VIH3 999999999

®.1.0., 1990 r. p., o6cnenopaincs B OO0 «HezaBucumas nadopatopuss UIHBUTPO» ¢ uensio
UCCJEeN0BAaHUS YacThiX MyTanui B rene PLOD1, npuBoasmyuX K BOSHUKHOBEHHUIO CUHAPOMA
Onepca-Jlanno Tun VI A (mpoduns Ne 7911PLOD).

Cunopom dnepca-/lanno — smo 2emepozennas 2pynna HACLeOCMEEHHbIX 3a001e8aHULI COCOUHUMENbHOU MKAHU, 8 OCHOGe KOMOPbIX
JIedACUm HedOCmamoyHoe pa3eumue KOLIA2eHO8bIX CHPYKMYD 6 PA3IUdHbIX cucmemax opeanusma. Ilposensemcs namonozueti Kooicu,
ONOPHO-08ULAMENLHO20 ANNAPAMA, CEPOEYHO-COCYOUCMOU cucmembl, 21a3. OmHocumcs K MOHO2EHHbIM 3a00Ne8AHUSIM C PA3IUYHBIMU
MUNAMU HACIEO08AHUSL: AYMOCOMHO-OOMUHAHMHBIM, AYMOCOMHO-DEYECCUBHbIM U X-ClYyenIeHHbIM.

Coenacro Kiaccugurkayuu HacieOCcmeeHHslx OoJe3Hell COeOUHUMEeNbHOU MKAHU, 8bloeNdiom oOessimb Gopm cunopoma Inepca-/lawo,
PA3IUNAIOWUXCS OCODEHHOCMAMYU KIUHUYECKOU KAPMUHbBL U MUNOM HACIE008AHUSL.

Xapaxmepuvimu npusnaxamu cunopoma Onepca-/lanno muna VI senaiomces aymocomMHO-peyeccustblil mun HACIe008aHUsl, MblUeUHAs]
2UNOMONUSL, KUPOCKOUO3, OPMATLbMONAMON02UU (MUONUSL, PA3PLIELL 2NA3HO20 SLO0KA, POLOBUYLL 8 PE3YIbINAMeE MUHUMATLHOU MPAGMb,
CHOHMAHHASL OMCIOUKA CEMUAmKU), U Opyaue NPUSHAKU COCOUHUMENbHO-MKAHHOU NAMOL02UU.

YV 6onvwuncmea 60nvnbix npuuuno 3abonesanus seasiomes mymayuu eena PLODL, npusodswue k chudcenuto akmusnocmu gpepmenma
JUBUH-2UOPOKCUNIA3ZBL, KAMATUSUPYIOUe20 00pa308anue 2UOPOKCUTUSUHA 68 KOLLASEHAX .

B oOpasne JIHK oGcrnemyemoro mpoBefeHO uccienoBanue 3k30Ha 9 rema PLODI meromom
MPSIMOTO0 aBTOMATHYECKOTO CEKBEHUPOBAHUA (T. €. UCCIAE0BAHUE BCETO AK30HA, B TOM YHCJIE TOUCK
gactoid mytammu Arg319X) u aymmukanum 8, 9KB, Brimtouatomeid 3x30Hb1 10-16 rena PLODI,
meToaoM [1JJAdD-ananu3a.

JlaHHbIe MyTAIM Y 00CJIelyeMOro He BbISIBJIEHBI.

®.1.0. red PLOD1 3k3. 3 red PLOD1, DUP 8, 9kb

[lony4yeHHbIE pe3yNbTaThl HE MOATBEPKIAAIOT, HO U HE MCKIIOYAKOT AUArHO3 CHHApPOMa JJepca-
Hanno VI tuna y o6¢cnenyemMoro, T. K. py IaHHOM 3a00JIEBaHUH BO3MOKHBI IPYyTrHe, OoJiee peKue
myTtaiuu B rene PLOD1, He TecTupyeMbie B JaHHOM NMPOQUIe UCCIIETOBAHUS.

K Bo3HuMKHOBeHHIO cuHApOoMa Dnepca-/lanno VI tnna npuBOaAT MPEaONOKUTEIBHO MyTalluH B
Ipyrux reHax, TectupoBaHue koTopbix OOO «HeszaBucumas mnabopatopuss «IHBUTPO» B
HACTOSILEE BPEMS HE TPOBOJIMT.

Bo3MoxHO Takxke, 4To y 00caeayeMoro ectb Ipyroi Tun cuapoma Dnepca-Jlanno, mubo npyroe
3a00JIeBaHHE CO CXOJHBIMH KIMHUYECKUMHU cuMIToMamMHu. Eciii He TOYHON YBEpPEeHHOCTH B
JMarHo3e, HO €CTh OCHOBaHHME IMpeAnoyiaraTh HaJlUuue KakKoro-1u0o HacClIeJCTBEHHOTO
3a00JIeBaHus, LIEIECO00PA3HO PEIIUThH BOMPOC O MPOBEACHUN SK30MHOTO CEKBEHUPOBAHUS,
MO3BOJISIOIIETO IPOBECTH OJTHOBPEMEHHBIN MOUCK MyTalliil B OOJIBILIOM YHUCIIE

reHoB. B OO0 «He3zasucumas nabopatopuss UHBUTPO» nannoe nccnenoBanue B

HACTOSILEE BPEMS HE ITPOBOAUTCH.

[Tpu HEOOXOAMMOCTH MOJIYUYEHHS JOTIOJHUTENbHOW MH(GOPMALIMH IO pe3yJIbTaTaM 00CJeI0BaHUs
PEKOMEHYETCSI KOHCYJIbTALNs Bpaya-TeHETUKA.

K.Mm.H., Bpau-reHeTukK MLII. / Iloamuchk Bpaua



