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MpencTaBneHbl pe3ynbraTbl aHann3a 3¢HEKTUBHOCTM UCMONb30BaHWA MeToAoB aHanm3a HK ans guarHocTrky HacneaCTBEHHbIX
cKkeneTHbIx ancnnasuin (HCJ) Ha ocHoBe aHanu3a BbIGOPKY 13 270 POCCUICKMX NMaureHToB. [ToKa3aHo, YTo UCMOoJb30BaHMe pas-
JINYHBIX MOJIEKY/IIPHO-TEHETUYECKUX METOLIOB MO3BOJIAET YTOUHUTD ANarHo3 y 74% GOMbHbIX C KIMHUYECKUMY U PEHTFeHONor-
YeCcKUMY NpU3HaKaMy CUCTEMHBIX MOPaXKeHUI ckeneTa. loacuntaHbl YacToTbl BCTpevaemocTy BocbMu rpynn HCA. MNokasaHo, uto
Hanbonee yacto guarHocTmpyiotcs FGFR3-xoHapoaucnnasmm, KonareHonatny n 6o5e3Hn, o6ycioB/iEHHbIE HAPYLLUEHNEM CYJlb-

daTHOro obmeHa, Ha [OMNI0 KOTOPbIX MPUXOAMTCA 67,5% OT BCeX AUarHocTipoBaHHbIx HC/.
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The effectiveness of DNA analysis for diagnostics of genetic skeletal disorders (GSD) based on the investigation of the data of 270
Russian patients was evaluated. The usage of various molecular genetic methods allows to clarify the diagnosis in 74% of patients
with clinical and radiological signs of systemic skeletal disorders. The incidence of 8 most common groups of NSD was calculated.
It has been shown that the most commonly diagnosed conditions included FGFR3-relared chondrodysplasias, collagenopathies

and diseases caused by impaired sulfate metabolism, which account for 67.5% of all diagnosed NSD.
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acnenctBeHHble ckeseTHble nucruiazun (HCH) —
TeHEeTUYECKHU TreTeporeHHas rpymia 3a00jeBaHu,
BO3HUKAIOIINX B PE3YJIbTATE HAPYILIEHUI CTPOCHUS
KOCTHOW M/WJIM XPSIIIEBON TKAHU U XapaKTePU3YIOIINXCs
HapylieHueM pocta u popmupoBanus ckenerta [1,2]. Mc-
MOJIb30BaHUE CEKBEHUPOBaHUsI HOBOTo MokoJieHust (NGS)

TTO3BOJTMJIO 3HAYUTEIHHO TIOBBICUTH 3(P(HEKTUBHOCTD BbI-
SIBJIEHUST TCHETUIECKMX BAPUAHTOB 3TOM TPYIITHI 3a00J1eBa-
HWI1 ¥ CO3MaJI0 TIPEATIOCHUTKY JIJIsT (hOPMUPOBAHMST HOBOIA
reHeTnueckuii kKiaccudukauuu HCJ. B coznanHoii B 2019
roay kinaccudukaun HCJI BoimeneHo 460 HO30/I0TMYECKIX
opM, 00beTMHEHHBIX B 42 TpymIiHI [3].
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B nocnegHue HECKOIBKO JIET MOSIBUIOCH 3HAYUTEb-
HOE YMCJIO paboT, MOCBIIIEHHBIX U3YYEHUIO KIMHUKO-Te-
HETUYECKUX XapaKTEPUCTUK OOJIbHBIX C PA3TUYHBIMU TEHE-
tnueckumu Bapuantamu HCJI. BrisineHue ocobeHHOCTeH
(eHOTHMIIA U XapaKTepa U3MEHEHU CTPYKTYPhI pa3ind-
HBIX OTIEJIOB KOCTE MpPU MPOBEACHUN PEHTICHOJIOTNYE-
CKOT'O UCCJIEOBAHUS, TIO3BOJIUT HE TOJIBKO CYIIECTBEHHO
MOBBICUTD 3 MEKTUBHOCTh TUATHOCTUKM, HO U OYIIET CIO-
COOCTBOBATh COBEPIIIEHCTBOBAHUIO MTPEAICTABICHUI 00 UX
STUOMATOTeHETUYECKMX MEXaHU3MaX.

Ienbio uccaenoBanud SBUICS aHaIU3 (PHEKTUBHOCTU
nuarHoctuku HCJI ¢ ucroib3oBaHeM MOJIEKYJISIPHO-Te-
HETUYECKUX METOIOB M YaCTOT BCTPEYAEMOCTHU Pa3TMUHbBIX
HO30JIOTMYECKUX IPYIIT U reHeThudeckux BapraHToB HC/I
B BBIOOPKE POCCUICKUX OOJBbHBIX.

Ma‘repvnanbl n metoabl

Hamu ob6cnenoBano 270 malMeHTOB C MOAO3PEHU-
em Ha HCJI, Haxoasiuxcs noj HabJIIoIeHUEM B HAyYHO-
koHcyabTatuBHOM oTnesne ®T'BHY «MTI'HILI». O6cneno-
BaHUE IMAallMEHTOB BKJIIOYAJIO: TeHEeaJOTMYeCKUil aHaIu3,
KJIMHUYECKHMI OCMOTp, BU3YyaJIM3alIMIO0 PEHTTEHOTPaMM,
aHajau3 166 TeHOB METOJOM TapreHTHOI'O CEKBEHUPOBA-
HUST Ha OCHOBE TeXHOJIorun Ampliseq Wi ceKBeHUpOBa-
HUS KJIMHUYeCcKOoro ak3oMa MeTtonoM NGS u npsimoe aB-
TOMaTUYeCKOe CeKBeHUpoBaHue 1o CaHTrepy.

Pesynbrathbl

B pesynbrare MOJIEKYISIpHO-TEHETUYECKOTO 00CIen0-
BaHus reHeTuueckuii BapuaHT HCJI ynanoch ycTaHOBUTD
y 200 6onbHbIX U3 § paznuuHbix rpynn HC/, yro cocra-
B0 74% oT 001Iei BEIOOpKKU. HanbombIyro rpyminy co-
ctaBusiv 6obHbIe rpynnbl FGFR3-xoHapoaucmiasuit,
Ha J0J110 KOoTopbix npuxomawioch 30,5% 6onbHbIX. Ko-
nareHonatuu I1 u XI Tunos, 00yca0BIeHHbIE MyTaLUSIMU
B reHax COL2A1, COL11AI, nnarHoctupoBaHbl y 19,5%
6osbHBIX. TpeTheil mo yactore BerpeyaemocTu (17,5%)
ObL1a rpymmna cyab(haTHbIX HaApYILIEHUl, KOTopas B OC-
HOBHOM cocTosijia u3 60JbHbIX ¢ HCJI, 00ycoBIeHHBIX

MyTtanusamu B reHe SLC26A2, mpoayKToOM KOTOPOTO SIB-
JsieTcst cyabdaTHbIi TpaHciopTep. CKeJleTHbIE U0~
rnmatuu coctaBim 9%, KaHanonatuu — 8%, rpyIia nces-
JI0OaXOHAPOTUTIa3UM U MHOXECTBEHHO 31U (H3apHOI q1C-
TJIa3UH, TIPEUMYIIECTBEHHO OOYCIOBIEHHBIX MyTALIUSIMKI
B IeHe OJIMroMepHoro 6ejika xpsiteBoro Mmarprukca COMP,
— 9 %, rpyna dpunamuna A/B — 2,5%. Heckombko pen-
KUX HO30JIOTUYECKUX (POPM U TeHETUIECKUX BapUAHTOB
MeTadu3apHbIX U CIIOHAMIIOSNTMMETa(U3apHBIX TMCILIA-
3Ui1 BBISIBJICHBI Y 8 % GOIbHBIX.

BoJBIIMHCTBO BBISIBICHHBIX T€HETUYECKUX Bapu-
aHToB (69,5%) HCJI HacliemoBaioch ayTOCOMHO-IOMU-
HaHTHO. J10JI5T ayTOCOMHO-PEIIeCCUBHBIX BAPUAHTOB CO-
craBmia 29%, a X-CLeTUIEHHBIX pelleCCUBHBIX — 1,5%.
Hawnbosnblnasi reHeTH4YecKas TeTepOreHHOCTh OOHapyKe-
Ha B rpynmax kosutareHonatuu I u XI tunos. BreisiBie-
HbI OOJIBHBIE ¢ KIIMHUYECKUMM U PEHTTEHOJIOTUYECKM -
MM TIPOSIBIICHUSIMA BOCbMHM 3a00JIeBaHUIA: BPOXKIACHHOM
CIMOHAMIOANMUMU3APHON TUCIIIA3uK, nuctia3zun Kau-
cta, cuHapoma Crukiepa I u Il Tunos, cunapoma Map-
1ajia, 4YelckKou TUCIia3uu, CIIOHIUIoOMeTasnudu3ap-
Hoii nuctiazumn CtpanBuka. B rpyrimme cKeleTHBIX 1IN -
OnaTuii TMarHOCTUPOBAHO IISITh HO30JIOTUYECKHX (DOPM,
B TOM YHCJIE XOHAPOIKTOIEPMaIbHAS TUCITIa3nsl DJuirca-
BaH KpeBenbna, achukTuieckast TopakajibHast TUCTIIa3Us
ZKeHa, pa3HbIe TUITBI TOPAKAJIbHBIM TUCTUIA3Ks 1 KOPOTKUX
pebep, KpaHWOIKTOAepMaJIbHasI TUCIIa3UsI, aKCUaIbHast
crioHamioMeTacduzapHas auciiasus. Hozomornueckue
dopmbl HCJI 66111 00yClIOBIEHBI, KaK paHee ONMMCaHHbI-
MM, TaK U1 BHOBb BBISIBICHHBIMM MYTallMsIMKA B Te€HaX, OT-
BETCTBEHHBIX 32 X BO3HUKHOBeHUe. [1py 3TOM 710J11 BHOBb
BBISIBJICHHBIX MyTallnii coctaBmia 31%.
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