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AKTYaAbHOCTb. HaCAeACTBEHHblE HapylleHWs COeAWHU-
TeAbHOW TKaHW (HHCT) — KAMHUKO-TEHETUYECKW reTeporeHHas
rpynna 3aboAeBaHWi, XapaKTepU3YHLLMXCS HapyleHWUAMU
B CTpykType U o¢yHKumax CT. bonee 250 HHCT, onucaHHbIX
Ha AaHHbIA MOMEHT, 06YCAOBAEHbI NaTOreHHbIMK BapUaHTamMu
reHoB.

Llenb uccnepoBaHUA. M3yunTb KAMHUYECKYIO UM FEHETUYe-
ckyto reteporeHHoctb HHCT y apeTeit.

MauueHTbl U MeToabl. O6crepoBaHbl 43 pebeHka B BO3-
pacte 1-18 AeT C pa3AMYHbIMU MNPOABAEHWSAMM HapyLle-
Hui CT. MaumveHTam NPOBEAEHO BbICOKOMPOW3BOAMTEABHOE
TapreTHoe CekBEeHMPOBaHWE, NOAHOE CEKBEHUPOBAHWE reHo-
Ma (WGS) ¢ BanvpauMen BbIABAEHHbIX BapvaHTOB METOAOM
CeHrepa 1 ceMenHbIM cerperaumMoHHbIM aHaAM30M.

PesyabraTtbl. PacnpocTtpaHeHHbiMU nposBAeHusimnu HCT
y NauneHToB 6bIAM TMNepMobUAbHOCTb cycTaBoB (90%), Aedop-
Maumsi N03BOHOYHMKA (81%), rpyAHOM KAETKU (80%) M HUXHMX
KOHeuHocTeln (67%), UIBMEHEHUSI CEPAEYHO-COCYAMCTON CUCTe-
Mbl (20%). MOAEKYASPHO-TEHETUUYECKOE UCCAEAOBAHUE BbISIBU-
AO 3HauUMMble BapuaHTbl B reHax y 58% (n = 17/8) naumeHToB.
YacTo BcTpeyatoLimecs natoreHHble BapraHTbl B COL: COL3A1
(n = 5), COL1A2 (n = 4), FGFR3 (n = 3), PLOD2 (n = 3),
FKBP14 v FBN1 (n = 2). Y AByX NauMeHTOB C $EHOTUMNOM CUH-

Apoma MapdaHa (OMIM #154700) obHapyXeHbl BapuaHTbl
B FBN1: u3dBectHbin ¢.3833G>C (p.Cys1278Ser) n Heonu-
CaHHbIM €.3756_3757insATGGTGGT (p.GIn1253MetfsTer26).
Y NauMeHTKM ¢ BPOXAEHHbIMU AedOPMaLMAMU KOHEUHOCTEN,
KUPOCKOAMO30M W MXTMO30OM BbISSBAEH paHee He OnucaHHbIN
BapuaHt EBP ¢.575T>C (p.Met192Thr), COOTBETCTBYOLLMNNI
cuHApoMy KoHpaan - XtoHepmaHHa (OMIM #302960). B 60Ab-
LUMHCTBE CAyYaeB BepudULMPOBaHHbIE BapuaHTbl BO3HUKAAU
de novo. Y nauMeHTKU ¢ MaTOUHbIMU KPOBOTEUEHUSIMU U MOAO-
3pPEHNEM Ha @aHKMAOIUPYIOLWMIA CMOHAUAWUT — NaTOrEHHbIE Bapu-
aHTbl B SLC26A2: ¢.1957T>A (p.Cys653Ser) u c.-26+2T>C,
NPUBOAALLME K MHOXECTBEHHOM MeTadu3apHOM AMCMAA3KM
(OMIM #226900).

3akaoueHue. HabaopaeTca BbiCOKan KAMHUYECKas Bapu-
abenbHocTb HHCT. B 6onee uem nonoBuHe cayyaeB y obene-
AOBaHHbIX AeTeit OoOHapyXeHbl MaTOAOTMYEecKWe MyTauuu
reHoB, OTBETCTBEHHbIX 3a GpopmMupoBaHue M MeTaboanam CT.
MoAyYEHHbIE A@HHbIE TMOAYEPKMBAIOT HEOBXOAMMOCTb BKAKO-
YeHWA MOAEKYASPHO-TEHETUUYECKOTO aHaAn3a B CTaHAAPT AMa-
FHOCTMUYECKOTO WMCCAEAOBAHWA AAS OMPEAEAEHUS HO30AOTMM
1 NEPCOHAAM3UPOBAHHOW TAKTUKU BEAEHWA NaUMeEHTOB. HoBble
reHeTUYeCcK1e BapuaHTbl HYXXAQTCS B AQAbHENLLEM U3YUYEeHUM
AAS OLEHKM UX 3HAYUMOCTH.





