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BBenenne. J[oOpokadecTBEHHBIE OIYXOIU U
OIyX0JIeT000HBIe MOpAXKEHHSI KOCTEH BCTpeya-
eTcs peako. B HacTodAmee BpeMst BX THarHOCTHKA
OCHOBBIBAETCS Ha JIyUEBBIX M maToMopgoorude-
ckux Metofax. OqHaKo aKTHBHO MPOIOJDKACT U3-
y4aThCsl T€HEeTHUYEeCKash MPUPOAa NaHHON T'PYIIITHI
3a00JIeBaHMI C TIENBI0 TOWCKA MOJEKYJISIPHBIX
MapKepoB, 00JIaJalONNX BBICOKUM JHAaTHOCTHYE-
CKHM U MPOTHOCTHYECKHUM MOTEHIIHATIOM.

esb. M3yuuTh BO3MOKHOCTH MPUMEHEHHUS
CEKBEHHUPOBAHHS HOBOTO MOKOJEHUS B JMAarHO-
CTHUKE OIyXOJIed M ONMyXOJENOAOOHBIX IMOpaxe-
HUHM KOCTEH YeJFOCTHO-IMIIEBOM 00JIacTH, a Tak-
K€ COTNOCTAaBUTH JAaHHBIE I'CHETHYECKOTO Hcclie-
JOBaHUS C KIWHUYECKUMH, MOP(OIOTHUECKIUMU
U JIy4eBBIMH pe3yJbTaTaMH JUArHOCTUKH Mald-
CHTOB.

MarepuaJibl 1 MeTOAbI. B Hamiem uccienoa-
HUAM MBI MPOAHATU3UPOBAIH JIBYX IMAIMEHTOB C
OITYyXOJICTIOJIOOHBIMH TIOPAKEHUSIMHU KOCTEH de-
JIOCTHO-TTULEBON obnacTu. MM ObL10 mpoBeAeHO
KOMIIJIEKCHOE 00CieIoBaHNe, B Pe3yIbTaTe KOTO-
pOTO MPEATIONOXKUTEIBHBIM JIMaTHO30M CTalia
(ubpo3Has QUCIIa3us, ¥ HAa3HAUCHO XUPYypruye-
ckoe sedeHue. [lpu B3sTHH OWoOTICHITHOTO MaTe-
puana, Hapsiay ¢ TPaAUIMOHHBIMU METOJaMU Ia-
TOMOP(hOIOTUIECKOTO HCCIEAOBaHMS, OBLIO TIPO-
n3BeneHo  Beigenenue  JJHK w3 kjetok
narosiornyeckoil koctHoi TkaHu (QlAamp DNA
Investigator Kit, Qiagen) u u3 nepudepudeckon
kpoBu (DNeasy Blood and Tissue Kits, Qiagen).
KonmyecTBeHHYIO OIIEHKY BBIJACIIEHHOTO MaTepH-
aja OIEHMBAJIM ¢ moMolIslo GyopumeTpa Qubit
2.0 u mabopa Qubit DNA BR Assay Kit. J{ms
omleHKH (pparmMeHTanuu 3KcTparuposanHoi JJHK
OB TIPOBEJICH 3JeKTPO(Ope3 B arapo3HOM Trelie.
[loaroTOBKY K CEKBEHHPOBAHHIO OCYIINECTBIISIN
MyTEM LIEJIEBOro 000rameHus ¢ UCTIOIb30BaHUEM
Habopa SureSelect all exon V7, Agilent. IToxmo-
9K30MHOE CEKBEHHPOBaHUE IIPOBEACHO Ha 000py-

nosanuu Novaseq 6000, [llumina B HI'PM «Ie-
HETHUKOY.

Pe3yabTaTsl. buonnpopmatuueckas pacuud-
POBKa JJaHHBIX CEKBEHUPOBAHMS MOKA3aa, 4To y
OJTHOTO W3 TAIlEHTOB HE OOHAPYKEHO HU OJIHOH
KJIMHUYECKH 3HAUYMMOM MYTalHWH, a y BTOPOTO
OplTa HaiineHa myTanus B rene SH3PB2 (4pl6.3).
Ota MyTalus Npru3HaHa naTorenHoi (c.1424 C>A,
p. Pro475His) u acconmupoBana ¢ pa3BUTHEM Xe-
pyBusMa [1]. XepyBuU3M — 3TO peKOE reHeTUuYe-
cKoe 3aboJeBaHMe, COMPOBOK/IaoIIeecs opaxe-
HHeM (QUOpPO3HOM W KOCTHOW TKaHEH, KOTOpoe
HabmogaeTcs y aeTedl M moapocTkoB. s xepy-
BH3Ma XapaKTepHO MPOTPecCcUpylomiee ABYCTO-
pOHHEe yBEeIMUYEHUE HIDKHEW W/WUIM BEpXHEH ue-
JIFOCTEH, KOTOPOE B TSXKEIBIX CIydasix COINPOBO-
XKIaeTcs HapylieHneM ux Qyakuuu. l'ea SH3BP2
ObUI TNEepBOHAYAIbHO WJICHTHU(QHUIIMPOBAH Kak
c-Abl-cBsa3bIBatONNi O0EIOK y MBIIICH W JITOACH.
OH skcripeccupyeTcsi B OOJIBIIMHCTBE THIIOB KJle-
Tok Dddexter MyTanuii rena SH3BP2 Bce eme
M3YYarTCs, HO TPEANOaraeTcs, 4TO aHOMallb-
HBI 0eJIOK HapyliaeT HOpMallbHYIO paboTy cHur-
HaJIbHBIX NyTE€H B KJETKaX KOCTHOM TKAaHU U B
HEKOTOPBIX KJETKaxX UMMYyHHOU cucTembl. CBep-
XaKTHBHBIA OEJIOK BBHI3BIBACT BOCMAJICHUE B KO-
CTSX YEJIOCTH U 3aIyCKaeT MPOU3BOJACTBO OCTEO-
KJIACTOB, Pa3pylIAIONINX KOCTHYIO TKaHb BO Bpe-
M3 ee pemojienupoBanus. [loTeps KOcTHOM Macchl
W BOCHAJICHHE MPUBOASAT K yBEIHYCHUIO HUOPO3-
HOHM TKaHH M POCTY KHCT [2].

BruiBoasl. [IpoBenenne reHeTHYECKOTO aHAHU-
3a MO3BOJISIET TOYHO INpoBecTH auddepeHuaisb-
HYI JHArHOCTUKY OITYyXOJENoJOOHBIX MOopake-
HUM, 00JaJAONUX CXOXKEH MaToMOpQoJoruue-
CKOM KapTHUHOW MW JIy4eBOW ceMuOTUKOH. Jlis
W3YUYECHHS] MOJIEKYJISIPHO-TEHETHYECKON TPUPOIBI
IOOPOKAYECTBECHHBIX OMyXOJICH U Oy X0JIemom00-
HBIX TOpa)KeHUH, HEOOXOIMMO MPOBOAHUTH IOJI-
HOR’K30MHOe cexkBeHuposanue /JHK, kak maroso-
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FUYECKU U3MEHEHHOU KOCTHOM TKaHu, Tak u JJHK Cnucok jqurTeparypsl.
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