INVITRO

®PNo
Mon: XeH
Bospacr: 38 ner
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
leH VHL y.m. CM.KOMM MpoBoAnNOCh UCCNefoBaHME Ha NMpeaMeT BbISIB/IEHUS pUTPOLUTO3a

PELIECCUBHOTO.
Pe3ynbTaT npuniaraeTcs Ha OTAENbHOM BnaHke.

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., 1983 1. p., obcnenoBanace B OOO «HezaBucumas naboparopus MHBUTPO» ¢ uensio
BbIsBiIeHUS MyTaunu Arg200Trp B 3-m sk30He rena VHL, nmpuBoasmas k ayTocOMHO-
perieccuBHOMY 3puTporuTo3y (mpoduis Ne 7900VHL 4.m.).

Peyeccusnulii spumpoyumos — peokoe aymocomHo-peyeccugnoe 3abonesanue, Xapaxmepuzyoweecs pumpoyumosom, HOPMaa1bHbIM
Konuuecmeom NeiKoyumos u mpomooyumos u oobiuHo yeenuuenHol npooykyuel spumponodsmuna. Haubonee uacmole cumnmomoi:
NOCMOAHHAA 20108HAA 00Ab, 20N080KpYICEHUe, Ovicmpas ymomasemocms. Kanobvl 6vi36anbl NOBLIUEHHOU BA3KOCHbIO KPOGBU,
Hapywenuamu mukpoyupkyasayuu. Illpu ocmompe obpawaem na cebs eHumanue 6azpo6o-yUaHOMUUHAs OKPACKA KOJICHbIX NOKPOBOS,
0COOEHHO BbIPAdICEHHAs HA Auye, KUCMAX, cmonax. dacmeim cumnmomom (v Kaxic0o2o nAmo20 OONbHO20) AGNAEMCS 8APUKOIHOE
pacuiupenue 6eH conenell.

B o6pa3ue JAHK obGcnenyemoit nposeneH nouck yacto myraumu Arg200Trp B reme VHL,
NPUBOJAIICH K Pa3BUTHUIO BBIIIEYKAa3aHHOIO 3a0oieBaHus. Y oOcienyeMol JaHHas MyTalusl He
oOHapyxeHa (BapuanT N/N).

®.N.0. reH VHL 3k30H 3 Arg200Trp

N/N

Jlannass MyTtanusi HauOojee 4acto BcTpedaercss B UyBammu, rie pacnpoCTPaHEHHOCTb 3TOTO
3a0oneBanus cocrapisieT 1:4450 yenosek. Kpome Toro, 3a00ieBaHre BBISIBICHO CPEIU MAPUILIEB
U psafa ApyruxX HapOJHOCTEW (HO B 3THX IpYIIax BCTPEYAETCS CPABHUTEIBHO penako). pyrue
MYTalli{ B 3TOM I'€HE Be1yT OOBIUHO K Pa3BUTHIO CUHIpOMa Xumrens-JInuaay, a He 5puTpoLuTo3y,
M03TOMY IOUCK 3TUX MyTalui (IpoBeACHNUE MPSIMOTO aBTOMAaTHYECKOTO CEKBEHUPOBAHMSI T€HA) HE
1eaecoodpaseH.

N3BecTHO elmie Mo KpahHEd Mepe TpU Te€Ha, MyTalWuu B KOTOPBIX IPUBOIAT K Pa3BUTHUIO
HACJIEICTBEHHOM (DOPMBI SpUTPOIIMTO3a (HE UYBAIIICKOTO THIIA).

Ecnm HE TOYHOW YBEpEHHOCTH B JIMAarHo3e, HO €CTh OCHOBAaHWE IMpEAIoJiaraTh HaJUIHe KaKoro-
00 HACIIEICTBEHHOTO 3a00JIeBaHMs, 11€JIECO00PA3HO PEIIUTh BOIIPOC O MPOBEIACHUHN IK30MHOTO
CEKBCHUPOBAHMS, ITO3BOJISIONICTO MMPOBECTH OJTHOBPEMEHHBIN IMTOMCK MyTaIlui B OOJBIIIOM YHCIIC
reHoB. B OO0 «He3asucumas nadopatopusi MTHBUTPO» nanHoe ucciegoBaHue B HACTOSIIEE
BpEMs HE TTPOBOJIUTCH.

[Tpu HEOOXOAMMOCTH TIOTYYEHHSI JOTIOTHUTEIBHOW WH(OPMAITUH 110 pe3yJIbTaTaM 00CJIeI0BaHUS
PEKOMEHIYeTCSl KOHCYJIbTALUS Bpauya-TeHETHKA.

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



