CHROMOLAS

Hay4yHO-NabopaTopHbIN KOMMEKC

Pesynprar uccnenoanus Ne 0000103323 ot 10.06.2025

®U1O: TECT TECT
Jara poxxaeHust:

IToi: XK

[Hara B3sarus 6uomarepuana: 10.06.2025
[Hara peructpanuu: 10.06.2025

Bpau:

EI/IOMaTepI/IaJ'I: KpOBb

Otnenenne / xapra: /
CrpaxoBas xommaHus: N/A

Ne monumca:

Homep o6pasma: *0000103323*

Hccrenosanne | €eHeTHYECKAS MPEAPACTOI0KEHHOCTh K KOMIIPECCHOHHOMY TepeJioMy

dDeHoTHUIT Hapymeﬂml KOCTHOC)’CT&BHOﬁ CHUCTEMBI
Pesyabrar:
I'en HasBanue rena Bapuant I'enorun Puck
COLI1A1 Komnnaren, tum I, aneda 1 2.50188065A>G; 616T>C; | C/C IMoBbIIIEHHBIH
3261+31T>C
COL1A2 | Komnaren, tum 1, anbda 2 2.32215 32252del; ¢.2350- | Ins/Ins CpenHenony IaIHOHHBII
124 2350-87del
LRP5 Benok, poxmctBeHHBIM penentopy mumo- | ¢.1932G>A; p.Glu653= G/G CpenHenony s IHOHHBII
MPOTEUHOB HU3KOW TUIOTHOCTH, THIT 5
Pacmu(])posm PUCKos:

puck «IIpomexmuenviity — OR 0—1; puck « Cpeonenonynsayuonnsitiy — OR 1; puck «Ilosviutennviiiy — OR 1-3; puck «Bwicokutiy — OR 3-5.
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CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

3akJjaou

COL1A1(g.50188065A>G; 616T>C; Ten COL1A1 xoqupyer yacTh OONBIION MOJICKYJIBI, HA3bIBAEMOH KoJuTareHoM I Tuma.

3261+31T>C) KommareHns! - 310 ceMeiicTBO OSIIKOB, KOTOPBIE YKPEIUISAIOT U MOANCPKIBAIOT MHOTHE
TKaHM OpPTraHM3Ma, BKJIIOYAsi XPSIIH, KOCTH, CyXOXWIIHsA, KoKy H ckiepy. Komnaren |
THIIA - caMasi PacpocTpaHeHHas (opMa KojlareHa B opranusMe yenoBeka. Hexsat-
Ka 3TOTO KPUTHUYECKOTO OeJKa JIeKHT B OCHOBE XPYNKOCTH KocTed. BapuaHT rena
¢.3261+31T>C naxomutcsa B nHTpoHHOH obmactu rena COL1A1. BrisBneHHBIH re-
Hotun C/C BapmanTa ¢.3261+31T>C rena COL1A1 accounupoBaH C MOBBIIIEHUEM
pHCKa MepesIoMOB KOCTEH, AeTeHepalui MEKIIO3BOHOYHBIX AUCKOB, TPABM CYXOXKH-
JIUH U CBSA30K.

COL1A2(g.32215 32252del; ¢.2350- Ten COL1A2 xoaupyer mpo-anbga-2-niens koarena | tuna. Komnmarens - ato ce-

124 2350-87del) MEWCTBO OEJKOB, KOTOPbIE YKPEIUIIOT M MOMAEPKHBAIOT MHOTHE TKaHH OpPraHn3Ma,
BKJIFOYasl XPSIIH, KOCTH, CyXOXKHIHS, KOy U ckiepy. Komnaren I Tuna - camast pac-
IpocTpaHeHHast (hopMa KoJulareHa B OpraHu3Me denoBeka. HexBaTka 3Toro kpurude-
CKOro OelKa JISKUT B OCHOBE XPYNKOCTH KocTeil. Bapuant ¢.2350-124 2350-87del
rena COL1A2 naxonutcs unTpoHHoW obnactu reHa COL1A2. BrIssBleHHBIN TeHO-
tun Ins/Ins BapuanTa ¢.2350-124 2350-87del rena COL1A2 cooTBeTcTBYeT CpeiHe-
MOMYISIIMOHHOMY PUCKY HEPEIOMOB KOCTEH, JEreHepaIii MEKI03BOHOYHBIX JIHC-
KOB, TPaBM CYXOXWJIMI U CBS30K.

LRP5(c.1932G>A; p.Glu653=) I'ern LRP5 xonupyer TpaHcMeMOpaHHBIH peLenTop JUIMONPOTEHNHOB HU3KOW IIOTHO-
CTH, YYacTBYIOIIUH B KOCTHOM romeocTase. benok sBisercs (pakTopoM, HrparoluM
BOXXHYIO POJIb B MHHEPaJbHON IUIOTHOCTH KOCTHOW TKAaHW. BBISBICHHBIH I€HOTHUII
G/G BapuanTa c.1932G>A rena LRPS5 cBs3an co cpenHENONyISAIIMOHHBIM PHCKOM
IIEPEIOMOB KOCTEH, JereHepalii MEeKII03BOHOYHBIX IIMCKOB, TPABM CYyXOXWIUH H
CBA30K.

I'en COL1A1 Kosnaren, tun I, ansda 1
@®ynkuusa rena  Ten COL1A1 xomupyer 6enok anbda-1 nemu kowiarena I tuma. Komnaren I tumna - Hanbosee MMPOKO pacipoCTpaHEHHbIH
KOJIUTaTeH, OIWH U3 BaKHEHIINX KOMIIOHEHTOB COEIMHUTENHHOH TKAaHH U COAEPIKUTCS B KOCTSIX, POTOBUIIE, AEPME U CyXO-
Kuusix. MyTaluu B 3TOM I'€HE CBsI3aHbl C TaKMMH 3a00JIeBaHHSAMHM, Kak cHHIpoM Dnepca-Jlannoca 1 u 2, a Takke 7A
TUTIOB, HeCOBepIeHHbIN ocTeoreHes3 [-IV Tumnos, 6onesns Kaddu, nanonarudeckuii octeonopos.

Ten COL1A2 Konnaren, Tun 1, ansda 2
®ynkuusa reia  Ien COLIA2 xomupyer mpo-anbga-2-umenb KommareHa | Tuma, TpOiHas CIHpaib KOTOPOrO COCTOMT M3 ABYX ajbda-1-
nernei 1 ogHo# anbga-2-uenu. Komaren I tuna — 310 QUOPMIUIAPHBIA KoJUTareH, KOTOPBIH COAEPIKUTCS B GOJBIIMHCTBE
COEIMHUTENBHBIX TKaHeH U B OOJNBIIOM KOJIMYECTBE IPHUCYTCTBYET B KOCTSIX, POTOBHUIIE, IepMe U CyXOXKWIMIX. MyTamuu B
9TOM T'eHE CBSI3aHbI C TAKUMH 3a00JIeBaHUAMH, KaK CHHAPOM Jinepca-/lannoca 1 u 2, a Takxe 7A TUIOB, HECOBEPILECHHBIN
octeorenes [-IV Tumos, 6one3ns Kabdu, nanonarnueckuii octeonopos.

T'en  LRPS Benok, poicTBEHHBI PENENTOPY JIHIONPOTEHHOB HU3KOM MIOTHOCTH, THIT 5
@®yHkuusa reia  Ien LRP5 kommpyer TpancMeMOpaHHBINH PeLENTOp JHIONPOTEHHOB HU3KOM IUIOTHOCTH, KOTOPBIA CBA3BIBAET M HMHTEP-
HaJIM3MPyeT JIMTaH/bl B NIPOLECCE OMOCPETOBAHHOIO PELENTOPOM 3HAOLUTO3a. Takke NaHHbBIM GEJOK SBISETCS YJIEHOM
CHTHAJIBHOTO ITyTH Wnt U B CBSI3M C 9THM BIEpBEIEe OBUI ONMCAH KaK acCOLMHMPOBAHHBIN ¢ quaderoMm 1-ro Tuma. JtoT Oe-
JIOK UTPAET KIIFOYEBYIO POJIb B KOCTHOM TOMEOCTa3e, U MHOTHE 3a00JICBaHMs, CBA3aHHBIC C INIOTHOCTBIO KOCTEH, BBI3BAHBI
MYTaLUsIMHU B 3TOM I'€HE.

Hara: 11.06.2025 Bpau-renerux : Koomosa 0.K. Tloanuce:
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