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OTuyeT 0 MONIeKYyIAPHO-reHeTu4Yeckom uccneposanmm iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

Pe3ynbTaT HayuyHoro ucciepgosaHua N2 0000113532 ot 14.04.2023

TEST TEST TEST

[aTa poxgeHna: 17.11.1990 3akas4yumk: Tectosoe /1Y

Mon: XeHCKMM Kop /11Y: 002

Bupn bromatepuana: KpoBb [laTa Bbinycka oT4éra: 17.04.2023

[laTa 3abopa bromatepurana: 14.04.2023
[laTa peructpaunmn bromatepuana: 14.04.2023
MpryrHa obpalleHns/npeaBapuUTenbHbI AMarHo3:

Bug nccnegosaruis: MNaHens «FeHeTUYeCKas NpeapacnosioXXeHHOCTb K KOMNPeCcCUOHHOMY neperio-
My»

NHdopmayus 06 nccnepoBaHum:

TeCcT HOCUT MHAMBUAYANbHbI XapaKTep, BCE BbIBACHHbBIE OCOOEHHOCTY 1 NPEAOCTABNEHHbIE PEKOMEH/1a-
LM NePCOHNMULIMPOBAaHSI, TaK KaK OCHOBaHblHa 13yyeHnn obpa3sua Baweit yHrkanbHom AHK.
ViccnepoBaHume nposefeHo MetofoM RT-PCR Ha 0bopyaosaHmm CFX-96 (Bio-Rad). NMoaTeepxaeHo MeToaoM
cekBeHmpoBaHus no CaHrepy Ha aHanuzatope 3500:Applied Biosystems.

3BeHO NaToreHesa ) leHbl
Benok 5, cBA3aHHbIN ¢ petentopom /1MHE LRP5
Anbda-1 uenb konnareHa lavna COLIAL
Anbda-2 uenb konnareHa I Tmna COL1A2

OnucaHue reHoB:

leH LRP5 koaupyer 6enok (TpaHcMeMbpaHHbIv peLlenTop NMNONPOTENHOB HU3KOW NAOTHOCTH), y4acTBy-
oL B KOETHOM roMeocTase. ViccnenyeMbliili BapuaHT reHa CBsi3aH ¢ bonee HM3KOW MUHEepanbHOW NaoT-
HOCTBIO KOCTEN, YTO SBNSETCA PUCKOM Pa3BUTUS OCTEONOPO3a 1 NepPenoMOB KOCTEN.

fed COLIAL koampyeT konnareH | Tvna. KonnareH | Tvna - camas pacnpocTpaHeHHas dhopma KonnareHa B
opraHV3Me YenoBeka. HexBaTKa 3TOro KpUTUYECKOro benka NexumT B OCHOBE XPYNKOCTW KocTel. Monmmop-
bur3M HapyLaeT paBHoBecKe Mexay akcnpeccren 6enkos COLIAL n COL1A2, 4TO NPUBOAMT K HeCTabu/b-
HOCTW KONNareHOBbIX BOOKOH. BO3HMKatowWwme B pe3ynsrate aHoManbHble hrbpunasl konnareHa | tuna
0CNabnsAoT COeANHUTENBHYIO TKaHb, YTO MOBbIWAET PUCK TPABM CYXOXMAMI 1 CBA3OK. [onnmMopdun3m re-
Ha yBeNMYMBaET PUCK Pa3BUTUA OCTEONOPO3a.

lfeH COL1A2 koavpyeT uenb konnareHa anbda-2. CUMNTOMbI, CBA3aHHble C MyTaUMaMK B 3TOM reHe, Kak
NpaBuMo, MeHee Cepbe3Hbl, YeM MyTalun B reHe KonnareHa anbda-1 Tmna |, NoCcKonbKy anbda-2 MeHee
pacrnpocTpaHeH.
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nOﬂy‘-IEHHbIe reHoTunbl:

LRP5 G/G CpeaHenonynsuMoHHbIM

COL1A1 TT [OBbIWEHHbIN

COL1A2 Del/Del [OBbILLEHHbIN
3aknouyeHue:
BbisgBneHHbIn reHoTnn G/G reHa LRP5 He cBsi3aH C MOBbIWEHHbIM PUCKOM Pa3BUTUS KOM MOHHOTO Mne-
penoma.
BbigBneHHbiin reHotmn T/T reHa COL1AL cBsi3aH C NOBbILEHHbBIM PUCKOM pasB OMMPECCMOHHbIX Ne-
PEenoMOB.

BbisiBneHHbIn reHoTmn Del/Del reHa COL1A2 cBsi3aH € MOBbILLEHHbIM PUCKO 3BNTUSA KOMMPECCMOHHOIO

nepenoma. *

V1. 0. 3aBenytollero nabopatopuen @

PekomeHpayuu:
ObpaTunTech K CBOeMy flevallemy Bpady A ofbopa onTMManbHbIX NPOMUNAKTUYECKMX MEPOTPUSTUN,

Nutepatypa:
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