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WccnepoBaHue PesynbTaT KoMMeHTapuit
Heliponatus ¢ CM.KOMM. MpoBoannock UccnefoBaHne Ha NPeAMET BbISIBIIEHMS

napann4yamu ot

caasnenusi, PMP22,
Aeneunn n gynankaumm

HacneactBeHHONM HeMponaTum C NOABEPXKEHHOCTBIO Mapanuyy oT
COABNEHNS.
Pe3ynbTaT npunaraeTcs Ha oTAeNbHOM HraHke.

BHuMaHne! B aneKTpOHHOM 3K3eMnnsipe 6/1aHKa Ha3BaHUE UCCeA0BaHNS COAEPXMUT CCbIIKY Ha CTpaHULY caiTa
http://www.invitro.ru/c onMcaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCY/1bTauuda cneumnanncra.
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Onucanue pe3yjbTaTOB UCCJIEI0BAHUS

MH3 999999999

®.N.0., 1985 r.p., obcrenoBancas B OO0 «HezaBucumas nabopatopus MHBUTPO» C UEIbIO
IIPOBEICHUS TEHETHUECKOT0 UCCIIeI0BaHUS - aHAIM3a yucia konui rena PMP22, usmenenue yucina
KOTOPBIX MPUBOAUT K BO3HHUKHOBEHHUIO HACJIEJACTBEHHOM HEHpOMATHH C TMOJBEPHKEHHOCTHIO
napanuay ot caasieHus (mpodpuib Ne 7952PMP).

Hacneocmeennan neilponamusa ¢ noosepicenocmoto napanuuy om coaenenus (HHIIC) exooum 6 epynny HAcieOCMEeHHbIX MOMO-
CEHCOPHBIX Heliponamuil u npedcmasisem coboll Haubosee Ne2KYI0 HeUuponamuio 6 3mou epynne 3abonesanuii. Y nayuenmos
HAOM00aOMCs INU300ULECKUe napesvl (Yacmuynble Napaluiu) mou uiy UHOU KOHeYHOCmY ¢ nomepell elo uyscmeumensnocmu. Jannvie
CUMNIMOMbI PA3BUBAIOMCSL NOCE COABNEHUS UU HeDObUIOT MPABMbL CEOIA COOMBEMCMEYIOUe20 Hepaa.

B 90% cayuaes npuuunou HHIIC sgnaemca cyomukpockonuueckas oeneyus na xpomocome 17pl1.2-pl12, exniouaiowas é cebs 2en beaxa
nepugepuueckozo mueruna PMP22. B pesyismame y 00abHbIX UMEEMCSA MOILKO OOHA KONUSL IMO20 «00304YECIMBUMENbHO20Y 2eHd.
Jlynaukauus mo2o sice yuacmra cCemMHaoyamo xpomocomul npueooum x oonesnu Illapxo-Mapu-Tyma I muna (uiu HMCH I muna).

B o6pasne JIHK oGcneayemoro npoBeieHO UCCAEA0BAHUE HATUYUUS SIS/ AyTUTUKAIUNA (4UCTIo
Komnuii) rena PMP22.

Jlannble Tunbl myTanuii B reie PMP22 BoisiBjieHbI He ObLIM (BapUAHT n=2).
AHK ®.1.0. reH PMP22
3614 n=2

[Tpu HEOOXOAMMOCTH TIOYUCHHSI JOTIOTHUTEIIBHON HH(POPMAIIMK TI0 pPe3yJIbTaTaM 00CIeI0BaHMS
PEKOMEHyeTCsl KOHCYJIbTAllUs Bpada-TeHETHKA.

Eciau He TouHOI yBEpEHHOCTH B JAWArHo3e, HO €CTh OCHOBaHHWE IpEIoiaraTh HaJudue Kakoro-
100 HACIIEICTBEHHOTO 3a00JIeBaHMs, 11€JIECO00PA3HO PEIINTh BOMPOC O MPOBEICHUHN SK30MHOTO
CEKBECHUPOBAHMSI, TTO3BOJISIONIECTO MPOBECTH OJHOBPEMEHHBIM MTOMCK MYTAIMK B OOJIBIIIOM YHCIIE
reHoB. B OO0 «He3zaBucumas nadopatopusi MHBUTPO» nanHoe uccieqoBaHue B HACTOSIIEE
BpeMs HE TTPOBOJIUTCSL.

K.M.H., Bpa4y-reHeTHK ML.IL. / Iloanuck Bpaya
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