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KnuHnueckmia cnyyan

deHoTUNMYecKas BapuabenbHoOCTb
y AeTeu ¢ cuHapoMoM bpyka 2-ro Tuna:
KNUHUYECKUe HabniopeHus

C.1. Tpodmmoaa', E.A. KoueHosa', 0.E. ArpaHosud', [1.C. Byknaes',
E.C. Meprypbesa?, T.B. MapKosa?

! HauuoHanbHblit MeAMLIMHCKIA UCCeN0BaTeNbCKUA LIEHTP AETCKOM TpaBMaTonoruv 1 optonenun umenn IU. Typuepa, CaukT-Metepbypr, Poccus;
2 MeaMKO-reHeTMYeCKMIl Hay4HBIA LIeHTp MMeHn akapeMuka H.M. Boukosa, Mocksa, Poccust

AHHOTALMA

06ocHoeaHue. CuHapom bpyka npenctaBnseT coboi peaKkoe 3aboneBaHme, NpU KOTOPOM CUMMTOMbI HECOBEPLLEHHOIO 0CTe0-
reHe3a COYETAloTCS C TSIKENbIMU BPOXAEHHBIMU KOHTPAKTYPaMM CYCTaBOB, KOXHBIMW MTEPUrMYMaMM, HU3KUM POCTOM, TSXeE-
NbIMM Ae(OpMaLMAMM KOHEYHOCTEN W NPOrpecCUpyIoLLMM CKonno3oM. [lge ero dopMel, cuHapoM bpyka 1-ro u 2-ro Tmnos,
CXOXM N0 KIIMHUYECKUM NPOSIBNIEHNAM, HACNEAYHTCS ayTOCOMHO-PELLECCUBHO M 06YC/I0BEHBI MATOreHHbIMU BapUaHTaMu Hy-
KJ1eoTUAHOW nocnefoBarteibHoCTH B reHax FKBP10 n PLODZ cooTBETCTBEHHO.

Knunuyeckue HabnwodeHus. B ctaTbe [eMOHCTpUpYOTCA (EHOTMNUYECKUE M PeHTreHorpadmueckue MpU3HaKKM, a TaKke
nabopatopHble NoKa3aTenu pofHbIX bpata u cectpbl ¢ cuHapoMoM bpyka 2-ro Tuna: Manbumka 10 net u pesouku 13 ner,
POXKAEHHBIX OT 3[0POBbIX poauTENei B BAM3KOPOACTBEHHOM bpake. Y Manbunka Habmopanuch BpOXaeHHbIe crubaTenbHble
KOHTPaKTYpbl KOJIEHHBIX W JIOKTEBbIX CYCTaBOB, HEOOMbLLOE KONMMYECTBO NepesioMoB, B TEUEHWE XM3HU CHOPMUPOBANICA TAKE-
bI KNOCKONMo3. Y AeBOYKU BPOXKAEHHBIX KOHTPAKTYp CYCTaBOB He Oblio, 0TMeYanuch KUGoCKonmos, bosee BbipaXeHHbIN
0CTeornopo3 v bonbluee KOMYECTBO NEPENOMOB B aHaMHE3e M0 CPaBHEHUIO C MNaALIMM bpaToMm.

06cyxcdenue. MNpenctaBneHHble HaMW CiyYau MOKA3bIBAKT 3HAUYUTENBHY GEHOTUNUYECKYKD BHYTPUCEMENHYI0 Bapuabesb-
HOCTb cMHApoMa bpyka 2-ro Tvna, 06ycnoBNEHHOTO BHOBb BbISIB/IEHHBIM FOMO3MIOTHLIM BapuaHToM c.1885A>G (p.Thr629Ala)
B reHe PLOD2, —pa3nuyHylo CTeneHb 0CTEONOPO3a, a TAKIKe HanymMe U BbIPaXKEHHOCTb KOHTPaKTYp.

3aknoyenue. KnnHnyeckue HabniofeHNs paccMOTpeHbI C LEMbIo MPUBMEYeHNs BHUMaHUS K PefiKOi NaTonorv 1 pacLumMpeHus
3HaHuii Bpayei 06 N3MEHUMBOCTU KIIMHUYECKMX MPOSBNEHUA cMHApoMa bpyka. [1ng cBoeBpeMEHHOI AMarHOCTUKU CUHApPOMa
Bpyka 1 onpepeneHus nporHo3a passuTis 3aboneBaHKs, a TakKe BbIpaboTKM 060CHOBaHHOW TaKTUKU NeYeHMs NaLMeHTa He-
06x0a1Mo NPOBELEHNE MONEKYNAPHO-TEHETUMECKOIO UCCNeL0BaHMS.

KnioueBble cnoBa: cuHapom bpyka; HecoBepLLEHHBIN OCTEOreHe3; apTPOrpuUno3; KoslareH; KOHTPaKTypbl; 0CTEONOpO3; Nepe-
NoMbl; Kudockonuos; reH FKBP10; ren PLODZ.
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Case Report

Phenotypic variability in children
with Bruck syndrome type 2: Clinical cases

Svetlana I. Trofimova', Evgeniia A. Kochenova', Olga E. Agranovich', Dmitry S. Buklaev',
Elena S. Merkuryeva?, Tatiana V. Markova’

! H. Turner National Medical Research Center for Children’s Orthopedics and Trauma Surgery, Saint Petersburg, Russia;
2 Research Centre for Medical Genetics, Moscow, Russia

ABSTRACT

BACKGROUND: Bruck syndrome is a rare disorder that features osteogenesis imperfecta, combined with severe congenital
joint contractures often with pterygia, short stature, severe limb deformities, and progressive scoliosis. Its two forms, Bruck
syndrome types 1 and 2, have similar clinical manifestations without osomal recessive inheritance and are caused by patho-
genic variants of the nucleotide sequences in the FKBP10 and PLOD2 genes, respectively.

CLINICAL CASES: The article demonstrates phenotypic and radiographic features as well as laboratory values of siblings
with Bruck syndrome type 2 (a 10-year-old boy and a 13-year-old girl) born to healthy parents in a consanguineous mar-
riage. The boy had congenital flexion contractures of the knee and elbow joints, few fractures, and severe kyphoscoliosis.
The girl had no congenital joint contractures but had kyphoscoliosis, more severe osteoporosis, and a history of having more
fractures than her younger brother.

DISCUSSION: The cases demonstrated the significant phenotypic intrafamilial variability of Bruck syndrome type 2, caused by
a newly identified homozygous variant ¢.1885A>G (p.Thr629Ala) in PLODZ2, which consists of varying degrees of osteoporaosis,
and the presence and severity of contractures.

CONCLUSIONS: The description of the given clinical observation was made to draw attention to a rare pathology and expand
doctors’ knowledge about the variability of clinical manifestations of Bruck syndrome. Genetic diagnostics is necessary for
the timely diagnosis of Bruck syndrome, determining the prognosis and developing patient management techniques.

Keywords: Bruck syndrome; osteogenesis imperfecta; arthrogryposis; collagen; contractures; osteoporosis; fractures;
kyphoscoliosis; FKBP10 gene; PLODZ gene.
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KIMHUHECKWE CITYHAM

OB0CHOBAHUE

Cvnapom bpyka — pepkoe 3aboneBaHue, Mpu KOTOpPOM
CMMMTOMbI HECOBEPLLEHHOr0 OCTEOreHe3a COYETAloTCA C TH-
JKENbIMU BPOXAEHHBIMU KOHTPAKTYpaMu CYCTaBOB, CXOLHbI-
MU C TakoBbIMM Npu aptporpunose [1-3]. HecoBepLueHHbIH
0CTeOreHe3 — reHeTUYECKW reTeporeHHoe 3aboneBaHue,
06yCnoBNEHHOE MPEUMYLLLECTBEHHO HapYLIEHWEM CUHTE3a
KonnareHa | Tuna, xapakTepu3yloLeecs YacTbIMU nepeaoMa-
MW, ronybbIMK CKepaMK U B HEKOTOPBIX Ciyyasx notepei
cnyxa [2]. Y naumeHToB ¢ cuHApoMoM bpyka MoMUMO XpYMKuX
KOCTel BbISIBNAKT TAXeNble ABYCTOPOHHUE KOHTPAKTYpbl Cy-
CTaBOB, KOXHbIE MTEPUTMYMBI, HU3KWI POCT, TAXeNble fedop-
MaLu1 KOHEYHOCTel M NpOrpeccupyoLLmiA CKONUO3.

Cunpopom bpyka obbenmHsieT [Ba pefKux ayToCOM-
HO-PELIeCCMBHBIX 3a00N1EBaHNSA, CXOXMX MO KIMHUYECKOI
KapTWHe, HO 00YCNOBNEHHBLIX NaTOreHHbIMM BapWaHTaMu
HYKNIEOTUAHON MOCNefoBaTeNbHOCTM B ABYX PasHbIX re-
Hax. CuHgpom Bpyka 1-ro Tuna BbI3BaH buannenbHbIMK
BapuaHTamu B reHe FKBP10 (OMIM#607063), otBevaloLem
3a cuHTe3 FK506-cBsisbiBatowiero benka 10, pelicTByroLero
KaK LUanepoH, KOTopbI B3aUMOAEHCTBYET C IM3NNTUAPOKCH-
nasoii-2 (LH2) u perynupyeT ee aKkTuBHOCTb. [lpn cuHapoMe
bpyka 2-ro tMna obHapyxwuBaloT buannenbHble BapUaHTh
B reHe PLOD2 (OMIM#601865), KoTopbl MUrpaeT Killo4eByHo
pofib B CMHTE3e NM3MUATUAPOKCWAasbl-2. [leduumt KocTHo-
cneundunyeckon TenonenTUAHOW JU3NATMAPOKCUNA3bI-2
NPMBOAMT K HEAOCTaTOYHOMY TMAPOKCUIIMPOBAHUIO NIM3MHA
B TENONENTMAE KoMareHa 1, KaK CrefcTeue, YMEHbLUEHMIO
nonepeyHbIX CBA3EN MUAPOKCUIM3UNNUPUANHOMMHA U Henpa-
BW/IbHOMY CLUMBAaHWIO KOCTHOTO KonfareHa [4—6].

(MeHoTMNMYECKME pa3nnuma Mexay 1-M U 2-M TMnamu
cmHapoMa bpyka He onucansl [7, 8]. MMpeactaBnseM KNnHM-
Yeckue cnydan cuHapomMa bpyka 2-ro tuna y cubcos (bpart
1 CeCTpa) Co 3HAYUTENbHBIMU PA3NUUMAMM KITMHUYECKUX Npo-
SIBNEHUN.

KNUHUYECKUE HABJIIOQEHUA

PoguTtenu nauueHToB COCTOAT B ONM3KOPOACTBEHHOM
bpake, otew, AeTen W AedyllKa AeTel Mo JMHAW MaTepn —
ABOlopoaHble bpatba. Bcero B ceMbe Tpoe AeTeit: CTapLumMi
pebeHOK 300poB, Y ABOMX MNAALMX (ManbyMK M [eBOYKa)
BepudmumpoBaH cuHapoM bpyka 2-ro Tuna. Ha MoMeHT Ha-
MUcaHus cTaTbM MaTb 6GepeMeHHa 4eTBEpTbIM pebeHKOM.
Poputenu peteit 300poBbl. [lnartHo3 NoATBEPXAEH MPU CEK-
BEHMPOBaHWM TapreTHOM MaHenu, coctoswen u3 166 reHos,
OTBETCTBEHHbIX 3@ Pa3BUTME HACNIEACTBEHHON CKENETHOI Na-
Tonoruu. AHanu3 npoBoauin Ha cexkseHatope lonTorrent S5
CO CPefHUM MOKPbLITUEM He MeHee 80, TapreTHbIX obnacTen
¢ noKpbiTMeM He MeHee 20 =90-94 %. Mepsuunyto obpabot-
KY OaHHbIX CEKBEHUPOBAHUSA BbIMOJHANMN C UCMO/b30BaHNEM
CTaHAApTHOrO aBTOMAaTU3MPOBAHHOIO anropUTMa, Npeanarae-
moro lonTorrent. leHoMHyto [1HK Bbigensnm us uenbHoii Kpo-
BM C Ucmonb3oBaHWeM Habopa DNAEasy (QiaGen, [epMaHus)
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OpTonenys, TpaBMaTonora
V1 BOCCTAHOBYTENbHAA XVPYPriAa AETCKOMO BO3pacTa

COrNacHo CTaHLApTHOMY NpOTOKOAY npoun3soauTens. KoHLeH-
Tpaumio [OHK n oubnuotek msmepsiim Ha npubope Qubit2.0
¢ nomolbio peaktueos (Qubit BR, Qubit HS) no craHaapt-
HOMY npoToKony npou3soguTens. [ina npobonoaroToBky
MPMMEHEHa METOAMKA, OCHOBAHHAs Ha MYMbTUMIEKCHOM
MoAMMepasHoi LienHon peakumn Lenesblx ydacTkoB [HK.
MonynsUMOHHbIE YacTOTbl BbIABNEHHBIX BAapUaHTOB OLEHM-
Ba/M C MCnosb3oBaHueM Bblbopku npoekToB «1000 reHo-
MoB», ESP6500 n The Genome Aggregation Database v2.1.1,
K/IMHWYECKYK0 PeNieBaHTHOCTb O6HapYKeHHbIX BapuaHTOB
onpefensnv ¢ npuenedeHneM 6asbl gaHHbix OMIM, 6asbl
OaHHbIX N0 natoreHHbIM BapuaHtaM HGMD® Professional,
Bepcua 2022.1. MaToreHHOCTb M NPUYKUHY FEHETUYECKMX Bapy-
aHTOB aHa/IM3UpOBaNK B COOTBETCTBUM C MEXAYHapOLHbIMU
PEKOMEHAAUMAMM MO UHTEPNPETALMM LaHHbIX, NONYYEHHBIX
MeToAaMW MaccoBOro napaienbHoro cexkBeHUpoBaHusa [9].
Banupaumio BapuaHTOB, BbISBNEHHBIX Y CTapLuero pebeHkKa,
reHOTMNMPOBaHWE ero poauTenend U MNapLLei cecTpbl nNpo-
BOAMNM METOAOM MpSMOr0 aBTOMaTUYECKOro CeKBEHMpOBa-
Hua no CeHrepy cornacHo NpoToKeny GUpMbI-NpoM3BoaUTENs
Ha npubope ABIPrism 3100 (Applied Biosystems). Mocneno-
BaTe/IbHOCTM NpaiMepoB BbibUpanu cornacHo pedepeHT-
HOW MOCnefoBaTeNlbHOCTU LieNIeBbIX y4acTKoB reHa PLOD2
(NM_182943.3).

B pe3ynbrate uccnepoBaHus y opHoro M3 cubcos —
ManbyMKa — O0OHapyeH OMWCaHHbIN paHee, BEPOSATHO,
MaToreHHbI BapuaHT HYKNeOTMAHOW NocnefoBaTeNbHOCTM
B 3Kk30He 18 rena PLODZ (OMIM#601865) B roM03uUroTHoM co-
cTosiHum €.1885A>G, NpMBOLAALLMN K 3aMeHe aMMHOKUCOTbI
TpeoHMHa Ha anavuH (p.Thr629Ala). Y BToporo cubca — fe-
BOYKM — METO/IOM MPSIMOro aBTOMATU4ECKOM0 CEKBEHWPOBaA-
Hua no CaHrepy NOLATBEPIKAEHO HaNMuMe 3TOrO e BapuaHTa
B reHe PLODZ B roMO3MIrOTHOM COCTOSIHUM, KaK M Yy BpaTa, a ux
POAUTENM BbIAM FeTEPO3UIOTHBIMU HOCUTENAMM OBHapY3KeH-
Horo BapuaHTa B reHe PLODZ2. Kpome Toro, npeHatanbHas
OMarHocTUKa nnoja no3Bojuna OnpefenuTb TOT e Bapy-
aHT B reTepO3UroTHOM COCTOSHWM, YTO CTan0 OCHOBAaHMEM
LNs NPONOHTMPOBaHUs bepeMeHHOCTU.

Knunnyeckun cnyvan 1

[leBouka X., oT BTOpOI HepeMeHHOCTH, BTOPbIX CPOYHBIX
camocToATeNbHbIX pogoB. Bec npu poxaeHun — 3900 T,
poct — 52 cM. OpToneaunyecKoit natonoruy y pebeHKa Bbl-
ABNEHO He bbin1o. C poXaeHns HaxoguTca Nop, HabmofeHeM
HeBposiora (pofoBas TpaBMa LiEHTPasIbHOW HEPBHOM CUCTe-
Mbl). B Bo3pacTe ofHOro roga ponuTenM OTMETUIM, YTO pe-
DeHoK nepecTan cToATb, AenaTb MOMbITKM XoauTb. B 3 ropa
BriepBble NMpou3oLuen nepenoM nesoro begpa. B Bospac-
Te 4 NneT BbISIBNIEHbI KOMMPECCUOHHbIE MEpPeNoMbl MO3BOH-
koB Thy,~L,. C 6 no 8 net nepeHecna Tpu nepenoma (npa.oit
1 NieBoi beapeHHoM KoCTH). B LwecTb NieT BNepBble BbINOHEHO
KOMMNeKcHoe obcnenoBaHue U 06HapYXEHO CHUMXEHWE MU-
HepanbHOW NNOTHOCTY KOCTeN CKeneTa. [ins nieyeHus octeo-
nopo3a ABax /bl B rof, NMPOBOAWIN NEKapCTBEHHYI0 Tepanuio
bucthochoHatamm, Kotopas cnocobcTBoBafa YMeEHbLLEHMIO
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Puc. 1. NMauvenTra X., 8 net, cunapoM bpyKa, TN 2: @ — oBLKIA BUA, NALMEHTKM (He X0auT); 6 — peHTreHorpaMMbl N03BOHOYHMKE B Ne-
peaHe3aaHei 1 6OKOBOI NpoeKUMAX: GPOHTaNbHOE OTKIIOHEHWE 0CH N03BOHOYHMKA — 10°, KIMHOBMAHOCTL NO3BOHKOB; 8 — MaHOpaMHas
PEHTTEHOrpaMMa HUMHMX KOHEUHOCTEN B NepefHe3afHel NpoeKLuMM — BapycHO-aHTeKypBaLMoHHas AedopMaumy GenpeHHbIX KocTei;
2 — peHTreHorpamMMa befipeHHbIX KOCTe B NepeaHe3afHeil NpoeKUMN — WHTpaMeLynnapHasa GUKCaUMs TeNECKOMMYECKUM CTEPIKHEM

Puc. 2. Maumentka X., 13 net, cunapom bpyka, Tvn 2: @ — obLumi
BMA NaUMEHTKW; 6 — nepeaHe3afHss U 60KoBasi peHTreHorpaM-
Mbl NMO3BOHOYHWKA: NPABOCTOPOHHSAS CKOMMOTUYeCKas aedopMa-
uma — 40°, kudo3 — 33°, NNaTUCNOHAWINS, U3MEHEHUS KPecT-
LIOBO-KOMYMKOBOrO OTAENa

KonuyecTBa nepenioMoB. B Bospacte 8 net Bnepsble npoBe-
LEHO XVPYPrUYeCKoe JieYeHue: KoppUrupytoLLas ocTeoToMus
npaBon W NeBoi beapeHHON KOCTU ¢ (UKcauuel Tenecko-
nU4eckuM ctepxHeM (puc. 1). Cpoku KoHconupaumum nocne
0CTEOTOMUM BbINK CTaHAApTHbIE.

B HacToswiee BpeMs pesouke 13 net. Tenocnoxenue rv-
MepcTeHNYecKoe, pocT HU3Kut — 125 cM. XoauT B npegenax
[0Ma C WUCMomb30BaHWeM KocTblnel. fonoBa pacnonoxeHa

Tabnuua 1. [luHaMuKa noKasatesneit AeHCUTOMETPUN NaumneHTKN X.

Mo CPefHeN NIMHUK, LLes KOPOTKas. ACUMMETPUS HUMKHEN Ye-
niocTn, cMeLlenne Brpaso. Ocb NO3BOHOYHWKA MCKPUBEHA
BO (DPOHTANBHOM M CaruTTanbHOM NAOCKOCTAX: KUPOCKOM-
03 B rpyLoMNOSACHAYHOM OTLENe, rMNepiopAo3 B NOSCHUYHOM
otaene. [IBUKeHUs B MeYEBbIX, JIOKTEBbIX W Ny4e3anscT-
HbIX CycTaBax He orpaHuueHbl. Kuctv B cpegHeM nonoxe-
Huu. BanbrycHas fedopMaums npaBoii HUKHEN KOHEYHOCTW.
CrubaHue B TasobeapeHHbIX cycTaBax — 90°, poTaLMOHHble
LBVWKEHWUS| MUHUMANbHbIE, YMEPEHHO OonesHeHHble. [ledu-
UMT pa3rubaHus B KONeHHbIX cycTaBax coctasnset 20°, cru-
6aHne Bo3moxHo o 80° ¢ aByx ctopoH. Cronbl B cpegHeM
MOSOXKEHMN.

Ha naHopaMHoi peHTreHorpaMme N03BOHOYHMKA B Nepes-
He3aziHen 1 BOKOBOI MPOeKLMAX KUdoTuieckas aedopmaums
coctasnset 33° (Th,—L,), ckonmotnyeckas — 40° (Th,-L,,),
KpecTeL, pacnonoeH ropU3oHTanbHo, KOMYMK nog yrnom 90°
(puc. 2). Ha MarHuTHO-pe3oHaHCHbIX TOMOrpaMMax KpaHuo-
BepTebpanbHoii 06nacti obHapyxeHa aHoManusa ApHonbaa —
Kuapu | ctenenun. [JuHaMuKa nokasatenen AeHCUTOMETpUU
B nepuoA ¢ 6 go 13 net npepcrasnena B Tabn. 1. Jnutens-
Hblii NepepbIB B NiedeHuun ¢ 9,5 go 11 net npusen K noBTop-
HOMY CHUEHWI0 MWUHEepanbHOW MAOTHOCTU KOCTEN CKereTa
nocne [IUTENbHOrO MEpPUOAA ee MOCTENEHHOID YBEMUYEHHS.

Ckenet L-Ly
Bospacr, net

MIIK, r/cM? Z-KpuTepuit % MIIK, r/cM? Z-KpwTepuit %

6 0,484 -3,2 74 0,381 -3,6 59
6,5 0, 502 -2,8 76 0,39 -3,4 60
7 0,519 -2,6 78 0,463 -2,5 70
75 0,577 =17 84 0,537 -1,6 80
8 0,594 -1,6 85 0,590 -11 87
9 0,635 -1,2 88 0,639 -0,7 9
95 0,641 -14 86 0,619 -1,2 84
11 0,661 =17 83 0,616 -19 75
12 0,686 -1,9 81 0,588 -2,8 65
12,5 0,714 -18 82 0,777 -15 81
13 0,695 -2,2 79 0,797 -14 83

[pumeyarue: MNK — MuHepanbHas NAOTHOCTb KOCTU.
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Puc. 3. Maument W., 4 roga, cuHapoM bpyka, TMn 2: @ — obLwumii BUA, NaumeHTa; 6 — peHTreHorpaMMbl MO3BOHOYHMKA B NepeHe3aaHeN
1 60KOBOM NpoeKumsAX: KNdo3 — 45°, CHUMEHME BbICOTHI M KIIMHOBULHOCTb NO3BOHKOB; 8 — NaHOpaMHas PEHTTEHOrPaMMa HUKHMX KO-
HeyHocTei B NepeAHe3afHel U BOKOBOIM NPOEKLMsAX: BapyCHO-aHTeKypBaLMoHHan AedopMaums beapeHHbIX KocTen

B aHanu3e KpoBu B Hauane JieYeHUs OTMEYasCA BbICOKWN
ypoBeHb C-KoHuUeBoro TenonenTuaa (2,63 Hr/MA Npu Hopme
1,63-1,94 Hr/Mn), B HacTosiLLee BpeMs NPoM30LLNa HOpMa-
nm3aums ero ypoHA (1,68 Hr/Mn). BoipaxeHHbl peduumt
BuTamuHa D (nocnepHee 3HayeHne — 7,3 Hr/Mn npu HopMe
30-80 Hr/mn) coxpaHANCA Ha MPOTSXKEHUM BCETO CPOKa Ha-
bnogeHus. OctanbHble Mokasatenu MeTabonmaMa KOCTHOW
TKaHU (Kanbuuii, Gocdop, WwenoyHan gocdartasa, 0CTeOKaNb-
umH, N-KoHLeBO nponenTuz, NapaTropMoH) bbinn B Npefe-
nax HopMbl.

Knuuunyeckunia cnyyaii 2

MaumeHT W., oT TpeTbeit BepeMeHHOCTH, TPETbUX CPOu-
HbIX CaMOCTOATeNbHBIX poAoB. Bec npu poxaeHun — 2700 T,
pocT — 51 cMm. C poxaeHms oTMeyanuch crubatenbHble KOH-
TPaKTYpbl JIOKTEBLIX M KONEHHbIX CYcTaBOB nog, yrioM 90°,
TIOKTEBOM W MOAKONEHHBIA KOXHBIA MTEPUTUYM, 3KBUHO-
BafbrycHble AedopMaLym CTOM, KOXHbIe BTSXEHUS B 0bnac-
T KOMEHHBbIX CYCTaBOB, BbICTyMatliue NobHble Oyrpbl
u nnarvouedanma. B Bo3pacte opHOro roga npoBefeHbl
3TanHoe runcoBaHMe CTOM, axWA0TOMUA C MOCNEAYILWMM
opTe3upoBaHWeM. B 2 roga BbIMOHEHO XMpYpruyeckoe BMe-
LaTeNbCTBO: 33AHEMeANaNnbHbIA PeNiU3 Ha NpaBon U JeBOA
cTone. B To e BpeMs C Lenblo ycTpaHeHus crubatenbHbIX
KOHTPaKTYp NIOKTEBBIX CYCTaBOB MPOBOAWIM 3TanHOe run-
coBaHve. [lo neyenna gedpuumt pasrnbanus coctaenan 60°
¢ AByx cTopoH, nocne — 30°. B 3 roga ¢ uenbto ycTpaHeHus
crnbaTenibHbIX KOHTPAKTYP KOMEHHLIX CYCTaBOB BbIMOHEHO

YOJMHeHWe crubaTeneii roneHu ¢ ABYX CTOPOH C nochne-
LYOLLEN KOppeKUMeH 3TarnHbIMW FMNCOBbIMU MOBSA3KAMM.
Jleduumnt pasrubaHusa B KOMEHHbIX CycTaBax [0 onepauuu
coctaensan 70°, B pesynbrate fieYeHUs JOCTUMHYTO MOSIHOE
yCTpaHeHWe KoHTpaKTyp. CrubaTenibHble KOHTPAKTYpbI JIOKTe-
BbIX M KOJTEHHbIX CYCTaBOB B MpoLiecce pocTa pebeHka peuy-
OVIBAPOBAIM HECKOJbKO pas, yto notpeboBano npoBefeHus
MOBTOPHOM KOPPEKLMW C MOMOLLBIO 3TaMHOr0 rMncoBaHus
¥ nocnenyioLlero opre3upoBanus. llocne ycTpaHeHUs KoH-
TPaKTYp KONEHHBIX CYCTaBOB Masb4MK MOT X0AMTb C NOCTO-
POHHeii NOMOLLBI0 B Npeeniax foMa, HO Tepsin CnocobHOCTb
K NepeaBWKeHMIO Nocne peunpmea. B Bospacte 3 net Bnep-
Bble MPOM30LLEN NEpPeNoM JieBo befpeHHON KOCTV B BEPXHE
TpeTu. B pesynbTate KoMnieKcHoro 0bcnefoBaHus BbISBNEHO
CHUKEHWE MUHepanbHOW NIOTHOCTW KOCTHOW TKaHu (puc. 3).
C yeTblpexneTHero Bo3pacTa Mo HacTosiLiee BpeMs Ans ne-
UeHUs 0CTeonopo3a [BaXAbl B rof, OCYLIECTBNSANM NapeH-
TepanbHoe BBeaeHue bucdochoHatos, YTo cnocobcTBoBano
YMeHbLUEHUI0 KonMyecTBa nepenoMoB. B Bo3pacte 5 net
BrepBble BbINOIHEHA XMpYprydeckas Koppekuus nedopMa-
LMK BeApeHHBIX KOCTEN: KOPPUTMpYIOLLAs 0CTEOTOMMSA NpaBoW
1 NeBoii beapeHHOM KOCTM Ha [ABYX YPOBHAX C QUKcaumen
TeNecKonuyeckuM ctepxHeM. Cpoku KoHconupaumu 6binmn
CTaHAAPTHBIMK.

B Hactoswee Bpemsa Manbumky 10 net. CaMocTosTesnbHO
cnamT, He xoauT. PocT HM3KkMn — 116 cM. fonosa bpaxuueda-
nn4eckoii dopmbl. JTLo cMMMETpUYHOE, BbICTyMakoLLmMe 106~
Hble b6yrpbl. LLles kopoTkas. Ocb NO3BOHOYHWKA UCKPUBNEHA

Puc. 4. TMaument W., 10 neT, cuHapom bpyka, Tvn 2: @ — 00LWMiA BUA NaLMeHTa; 6 — pPeHTreHorpaMMbl NMO3BOHOYHWUKA B NepeaHe3aaHei
1 OOKOBOM NMPOEKLUMAX: JIOKAsbHBIA MaToNorMyeckuii Kudo3 B rpyaHoOM otaene — 45° co CHUXEHMEM BbICOTbI M KIIMHOBUAHOCTbIO Tes
MO3BOHKOB, MNEpIOpA03 B NOACHUYHOM OTAENe, NIEBOCTOPOHHSIA CKONIMOTMYECKas Ayra B rPyAHO-MOSCHUYHOM oThene — 26°; 8 — na-
HOpaMHasi PeHTreHOrpaMMa HIKHUX KOHEYHOCTEN B NepeaHe3afHel NPOeKLMMU: MHTpaMeRyispHas GuKcaums benpeHHbIX KOCTen Tene-
CKOMUYECKUMM CTEPIKHAMM
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Tabnuua 2. [lnHamuka nokasateneii JeHCUTOMETPUM NaumeHTa U.
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Ckenet L-Ly
Bospacr, net

MIK, r/cM? Z-kputepun % MIK, r/cmM? Z-KpuTepuit %

4 0,471 0,229
0,490 -3,0 79 0,294 =5,1 47
55 0,517 -2,5 81 0,390 -3,6 61
6 0,531 -2,3 84 0,441 -2,5 69
6,5 0,548 -2,2 84 0,455 -2,5 70
8 0,611 -1,5 88 0,519 -1,9 76
9 0,609 -2,0 84 0,435 -3,0 61
95 0,668 -1,3 89 0,643 -0,9 87
10 0,647 =17 85 0,684 -0,6 92

lpumeyarue: MK — MuHepanbHas NIOTHOCTb KOCTW.

B CaruTTaibHOW MIOCKOCTY: LUEHbINA OTAEN BLINPAMIIEH, J10-
KanbHbii ko3 B 06nacTu rpyaonosicHUYHOro nepexoja,
rMNepiopao3 B NOSCHWYHOM OTAENe; BO (POHTaNbHOW nio-
CKOCTU — JIeBOCTOPOHHAS CKONMOTHYecKas AedopMaums
B rpynONOACHUMYHOM OTAeNe. [MHa BEepXHWUX KOHEeYHOCTeW
0AMHaKoBas. [IBUXEHMSA B MEYEBbIX CYCTaBax He OrpaHu-
yeHbl. lepuunt pasrnbaHus B NOKTEBLIX CycTaBax COCTaB-
nsieT 40° cnpasa u 50° cneBa. MYHKUMSA KUCTM He Hapylue-
Ha. OTHOCUTENBHOE YKOPOUEHWe JIEBOW HUMMKHEH KOHEYHOCTU
Ha 2,5 cM. CrubatenbHble KOHTPaKTYpbl Ta300epeHHbIX Cy-
CTaBoB — AeduuuT pasrnbanus 40°, crubanme o 60° ¢ aByx
cTopoH. CrubartenbHble KOHTPAKTYpPbl KONIEHHbIX CYCTaBOB —
aeduumt pasrubanma 50°, crmbanue o 80° ¢ aByX CTOpOH.
JKBMHO-BanbrycHas aedopmaums obenx cton.

Ha peHTtreHorpaMMax no3BOHOYHMKA B MpsAMon U 6o-
KOBOW NpPOEKLMAX BbIABMEHbLI NOKANbHBIA NaToNOrUYeCcKuii
Knudo3 B rpygHoM oTaene 45°, NNaTUCNOHAWINA, KTMHOBUL-
HOCTb TeN1 MO3BOHKOB, FMNEpIOpA03 B MOSICHUYHOM OTAENeE,
NIeBOCTOPOHHASA CKOMMOTUYECKas Ayra B rPyLHO-MOSACHUYHOM
otaene 26° (puc. 4). IUHaMWKa AaHHbIX AEHCMTOMETPUU
npencraeneHa B Tabn. 2. Ha npoTsixeHuu Bcero nepuopa Ha-
BnoLeHNns CoXPaHANUCh BbipaXeHHbIN aeduunT BuTaMmuHa D
(12 vr/mn npu HopMe 30-80 Hr/mMn), a TakKe NOBbILIEHME
ypoBHsi C-KoHLeBoro TefonenTuaa (8o 2,6 Hr/mMn npu Hopme
1,63-1,94 Hr/mn) u N-koHuesoro nponentuga (1037 Hr/mn
B Hayane NeyeHus, 649 Hr/Mn B HacTosLLee BpeMs Npu Hop-
Me 388-571,6 Hr/mn). OcTanbHble Nokasatenu MeTabonnsMa
KOCTHOW TKaHM (Kanbumi, docdop, wenoyHan docdarasa,
0CTEOKaJIbLMH, NapaTropMoH) bbin B npefienax HOpMbl.

OBCYXOEHWUE

MHoKecTBeHHbIE BPOXAEHHbIE KOHTPAKTYpbl CycTaBOB
C MOMeHTa onucaHusa cuHapoma bpyka B 1897 r. — ocHoBHOM
AnddepeHUManbHbIA KpUTepUiA, NO3BONAOLLMIA OTINUUTB €ro
OT HeCcoBepLLEHHOr0 ocTeoreHesa [2, 10].

Y Halweln naumeHTKMU NpUMepHO B Bo3pacTe 3 NeT NosBM-
nocb 3aboneBaHue, NoaobHOe HECOBEPLUIEHHOMY OCTEOTEHESY,

NposBASIOLIEEC O0CTEONOPO30M, 4YacTbiIMM MepesioMaMm
¥ NMPOrpeccUpyLLMM CKOIMO30M Be3 KOHTPaKTYp KpYMHbIX
CYCTaBOB M KOXHbIX NTepurueB. HeTunuuHas KnuHuyecKas
KapTuHa He No3Bo/MNa BpadaM, HabnAaBLIMM NMALMEHTKY
B TOT Nepu1of, NOCTaBUTb NPaBUIbHBIN AnarHo3. Ee Mnagwmi
Opat C poXAeHWs nosy4an feyeHue No NoBoAy apTporpumno-
3a. CunapoM Bpyka Mbl 3anogo3punm TobKO TOrAa, Korga
NpoM3oLLEN NepBbld NepenoM. Hanuume xapaKTtepHbIX npu-
3HaKoB 3aboneBaHNA y ManbumKa (BPOKAEHHbIE KOHTPAKTY-
Pbl ¥ YacTble NepesioMbl) MOMOMM NPESNoNoXUTb CUHAPOM
Bpyka y ero cecTpbl, KaK Tobko 06a pebeHka nonanu B none
Hallero 3peHus. B pesynbTaTe MoNEKyNSApHO-reHeTUHECKOD-
ro aHanusa y Hux 0bHapyxeH HoBbli BapuaHT c.1885A>G
(p.Thr629Ala) B reHe PLODZ B roMO3WUrOTHOM COCTOSHUM,
a y 3[0pOBbIX pOAMTENeii — B FETEPO3UTOTHOM COCTOSI-
HWW, YTO NMOATBEPAUNO AMarHo3 cuHapoma bpyka 2-ro Tvna
C ayTOCOMHO-PELeCCMBHBIM TUMOM Hac/e0BaHus.

Takum 06pa3oM, NMpu MUHUMANBHO BbIpaXKEHHOCTH KOH-
TPaKTyp cycTaBoB AuddepeHLManbHas AMarHoCcTUKa Mexay
cUHpOMOM BpyKa 1 HecoBepLUEHHBIM ocTeoreHe3oM 6es re-
HOTUNMPOBaHWA 3aTpyLHeHa. [pOTOKON reHeTMYeCKoro Uccne-
[0BaHWs NaLMEHTOB C OCTEONOPO30M [OJTKEH BKIIOYATH AU-
arHoCTUKY cuHapoMa bpyka ans nocTaHoBKM MPaBUNBHOMO
AMarHo3a 1 OLEHKW NpOrHo3a Afis KaXaoro nauveHTa u ero
notomcraa [1, 3, 11, 12].

OnucaHHble HamMu Cilyyau AEMOHCTpUpYIOT (heHoTUMU-
UECKYI0 BHYTPMCEMENHYI0 BapuabenbHoCTb cuHapoMa bpy-
Ka 2-ro TMna, KoTopas 3aKJIYaeTcsA B Pa3/MyHON CTeneHu
0CTEOMNopo3a, a TaKKe HaIMUUM U BbIPAKEHHOCTU KOHTPaK-
Typ. ®eHoTMNUYecKWe pa3nuumns Mexay bpatoM W cecTpoii
npeLcTaBneHsl B Tabn. 3.

B cBA3u c penkoii BCTpeyaeMocTbio cuHApoMa bpyka
He CyLLeCTBYeT OTAEeNbHbIX UCCnefoBaHuii No paspaboTke
MPMHLMMOB fneuyeHns 3Toro 3abonesanus. [pumensiemoe
B HacTosiLLee BPeMs fieHeHWe ULEHTUYHO TOMY, YTO UCMOfb-
3YI0T NPpY HecoBepLUEHHOM ocTeoreHe3e [2]. [poussogat na-
peHTepanbHoe BBeAeHWE BUchochoHATOB M XUPYPrUYECKYIO
KoppeKumio fedopMaLmm KoCTeN KOHEYHOCTEl C MHTpaMe-
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Taébnuua 3. GeHoTunMyeckve pasnuums Mexay 6paToM 1 cecTpoii ¢ cuHapoMoM bpyka 2-ro Tuna

OpTonenys, TpaBMaTonora
V1 BOCCTAHOBYTENbHAA XVPYPriAa AETCKOMO BO3pacTa

Nauuent W. (6par)

NauuenTka X. (cectpa)

MpusHaxk Bo3pacT nossnenuns / BO3pacT nosBnexns /
onucaHue passuTHe onucaHue passuTHe
KoHTpakTypbl CrubatesibHble KoHTpaKTy-  [pu poxaeHum / nocne BepxHue u HUXKHME KOHeuy- -
Pbl JIOKTEBbIX, KOMIEHHbIX OMepaTMBHOIO U KOHCEpBa-  HOCTW 6e3 KOHTPaKTYp
CYCTaBOB, 3KBUHYCHas KOH-  TUBHOTO JIeYeHUs — Bpe-
TpaKTypa roneHoCTONHbIX MEHHOE YNydLleHue, fanee
CYCTaBOB C JBYX CTOPOH peuvave
JedopMaums JloKanbHbI naTtonormye- K 9 rogaM / kopcet JlokanbHbIn Kngos — 33° K 13 ropam /
MO3BOHOYHWKA  CKUN KO3 B FPYAHOM (Thy-Ly), ckonnos — 40° KOHCepBaTUBHOE
OTAeNe MO3BOHOYHUKA 45°, (Thy=Th,y,), nnatncnoH- neyeHue (neyeb-
MN3TUCMOHAMNA LVINS, aHOManus pas- Hast U3KYIbTYpa,
BMTWS! KDECTLIOBOIO OTAENa  Maccax)
M03BOHOYHMKA, aHOManus
ApHonbaa — Knapm
MepenoMsl Tpu nepenoma npason 3 ropa, 5 ner LLlectb nepenomMoB: npaso B 3 ropa, B 4, 7,
1 neBoii bepeHHbIX U neBoii befpeHHbIX 8 ner
KOCTeM, KOMMPECCUOHHbIE KOCTEN, KOMMPECCUOHHbIE
nepesioMbl FPYLHbIX W Mo- nepenombl Th,-L,
ACHWUYHBIX MO3BOHKOB
CnocobHocTb MoxKeT cToAITb, He MOXKeT 3 ropa/ yxyaweHue nocne MoxeT xoauTb 1 rog / yxyaLeHue
nepefBurateCi  X0OMThb NepesioMoB U peLmanBa nocne nepenomoB
KOHTpaKTyp
Poct Huzkwii (<1-# nepueHtnb) 10 net. Huzkuin (<1-1 nepuentuns) 13 net.
Poct — 116 c™ Poct — 125 cm
YepenHo-nuue-  [narvouedanus, Boictyna-  C poxpaeHus AcummeTpus HUKHeR ve- C poxpeHus
Bble aHOManuu  toLLye NobHble Byrpobl TIOCTH, CMELLIeHWe BMpaBo
[laHHble Crener: 10 net Crener: 13 net
neHcutometpun  MIK — 0,714, MINK — 0,659,
(nocnepHee Z-kputepuii —1,8; Z-Kputepuii —2,2;
nccneposaHue)  L-Ly: L-Ly:
MIK — 0,770, MK — 0,797,

Z-Kkputepuii —1,5

Z-Kkpvtepuin —1,4

LYNNApHOWA QuKcaumneir. IPHEKTUBHOCTL TaKOro JieYeHUs
oTMeYeHa Mpu TOM U ApyroM 3aboneBaHuM, HO CUHAPOM
bpyka accouumpoBaH ¢ bonee HebnaronpusTHBIM MPOrHO-
30M, 4T0 06YCNIOB/IEHO KOHTPaKTypamu cyctaBoB [6]. [aum-
€HTbI C YaCTbIMM NEepesloMaMm1 OrpaHUYEHbI B NEPEABUKEHUM,
a MHOXKECTBEHHblE KOHTPaKTypbl CYCTaBOB elle B bonbLueil
CTEMEHM CHUMAKT MX (YHKLMOHANbHYIO aKTUBHOCTL. Tak,
HECMOTPSA Ha XWPYPrUYECKY0 KOppeKumio aedopMauuii Ko-
HeYHOCTel, HaboAaeMbIN HaMW NALMEHT BCe eLLie He MOXKET
X0OMTb M3-33 peLnamBa crubatenibHbIX KOHTPAKTYP KPYMHbIX
CYCTaBOB, a €ro CeCTpa Mpu XyALWKX NMOKa3aTensx AeHcuTo-
MeTpUM 1 60MbLLEM KOTMYECTBE NEPEIOMOB B aHAMHE3e Cro-
cobHa nepenBUraTbcs CaMOCTOSTENBHO.

3AKJIKYEHUE

MpuBeaeHHoe B CTaTbe KMHMYeCKoe Habnoaexwe na-
LMeHTOB C cuHapoMoM bpyka 2-ro Tuna, npeacTaBieHHOro
B MMPOBOW Hay4yHOW NUTEpPaType eAMHUYHBIMU Cly4asMu,
MoAYEPKMBAET YHUKANbHOCTL MOAODHBLIX MyOnMKaumii, no-
CBALLEHHbIX opdaHHOM MaTonoruu. Y onucaHHbIX Hamu na-
LMEHTOB C BHOBb BbifIBNIEHHbIM BapuaHTOM B reHe PLODZ

3aboneBaHne UMeno pasHble HeHOTUNMYECKMUE NPOSBNEHNS,
YTO MOJKET 3aTPyAHATb CBOEBPEMEHHYK) AMArHOCTUKY U Ha-
yano nieyeHus. MonekynspHoO-reHeTUYECKOe MCCefoBaHue,
0C0BEHHO B C/ly4asiX MUHUMANbHO BbIPAXKEHHbIX KOHTPaKTyp
CyCTaBOB, HaueNeHo Ha AuddepeHUManbHyl AUarHoCTUKY
cMHApoMa bpyKa M Apyrux CXoAHbIX MO KIAMHUYECKUM Npo-
ABMEHWAM 3aboneBaHuiA L1 ONpefeneHns NporHo3a 1 Haum-
J'Iy‘-lLIJEVI TaKTUKW BELAEHMA NMaALMEHTOB U OpPYruX 4YieHOB ero
CeMbM, a TaKxkKe IDHEKTUBHOMO MEAUKO-TEHETUYECKOTO KOH-
CYNbTUPOBAHMS.

AOMO/THUTENIbHASA UHOOPMALIUA

Wctounuk duHaHcupoBanus. OTcyTcTBYeT.

KoHdpnukT uHTEpecoB. ABTOpLI AEKNapUpPYIOT OTCYTCTBIE ABHbIX
1 NOTEHUManNbHBIX KOHQIMKTOB MHTEPECOB, CBA3aHHBIX C Mybnuka-
LMeln HacToALLEN CTaTbW.

31nyeckas akcneptusa. [lonyyeHo MHGOPMMPOBaHHOE CO-
rnacue NpeLcTaBUTENel NaLMEHTOB Ha NPOBEAEHUE MOJEKYNSPHO-
FEHETUYECKOr0 TeCTMPOBaHMS 06pa3LIoB KPOBM U NybAMKaLMio nep-
COHANbHbIX JaHHBIX.

Brnapg aBtopoB. C./. Tpoghumosa — pa3paboTka KoHLenumuu,
pefaKTMPOBaHKIe TEKCTA CTaTbM, XMPYPruYecKoe NeYeHe NaLmMeHToB;
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E.A. Koyerosa — cbop faHHbIX, NOArOTOBKA TEKCTA CTaTby, KOHCEp-
BaTMBHOE NleveHe naumenTos; O0.E. A2paHosuy — pefaKTMpoBaHue
TEKCTa, YTBEPXAEHME OKOHYaTeNbHOr0 BapuaHTa cTatbis; [J.C. bykia-
€8 — PefaKTMPOBaHWe TEKCTa CTaTb, XMPYPruiecKoe feveHmne na-
uwvenTos; E.C. Mepkypeesa, TB. Mapkosa — MeaMKo-reHeTn4ecKoe
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