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Pesiome

CuHgpom Xangy — Yeiinm (OMIM: 102500) — peakoe reHeTnyeckoe 3aboneBaHve ckeneta
C ayTOCOMHO-AOMMHAHTHbIM TUMOM HacsIefoBaHWA, MPOABAOLLEECA NPOrpeccnpyowmnm
aKpooCTeONM30M danaHr KUCTEN 1 CTOM, reHepann3oBaHHbIM OCTEOMNOPO30M, XapaKTep-
HbIMX YepenHO-NNLEBbIMM aHOMANIMAMM, HU3KOPOCSIOCTbIO U LUMPOKUM CMEKTPOM ApY-
rX BO3MOXHbIX KIIMHNYECKNX NPOABNEHN. B MegnLMHCKON NuTepaType onmucaHo meHee
100 cnyyaes 3Toro 3aboneBaHus. [lnarHoctrka cuHapoma Xangy — YeliHn ocHoBblBaeTCA
Ha BbIAABNIEHNN XapaKTePHbIX KIIMHUYECKNX N PEHTIEHONOrNYECKIMX Npn3HaKkoB. Hannune
MOMOXUTENIbHOFO CEMEVHOMO aHaMHe3a 06/1eryaeT ANArHOCTYKY, @ MOJIEKYIIPHO-TEHETU-
yeckoe nccrefoBaHme c 0bHapyxeHnem mytaunii B reHe NOTCH2 noatBep»<aaeT AnarHos.
B HacTosee Bpems He cylecTByeT 3G dEKTMBHOMO cneundryeckoro neyeHns CMHgpoma
Xangy — YenHwn. lMpepgnaraemoe cneynanmctaMy eyeHme ABNAETCA CUMMMTOMATUYECKM
W HanpasfeHO B OCHOBHOM Ha KOPPEKLMIO MATONOMMUYECKMX COCTOSHUN, MaHNbeCTHpYyto-
LMX MO Mepe NPorpeccmpoBaHms 3aboneBaHns, B MepByL0 ouepeb — 0CTEONopo3a.

B cTtaTbe npencTaBneH KpaTkuii 0630p MTepaTypbl Mo NpobsiemMe 1 ONMUCAHO KNHMYe-
CKoe HabsaeHne Ha NPOTSKEHNM 8-TIETHETO Neproaa BEAEHUs CEMENHOrO Cllyyas CUH-
Apoma Xangy — YelnHu y Tpex useHOB OQHOM CemMbl B Tpex nocsiefoBaTesibHbIX NOKoe-
HUAX.

KnioueBble cnoBa: cuHapom Xangy — YenHu, opdaHHoe 3aboneBaHme, akpooCcTeonus,
ocTeonopos, bucpocdoHartbl
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Abstract

Hajdu - Cheney syndrome (OMIM: 102500) is a rare autosomal dominant skeletal
disorder characterized by progressive acroosteolysis of finger and toe phalangeal bones,
generalized osteoporosis, characteristic craniofacial anomalies, short stature and a wide
range of other possible clinical manifestations. Less than 100 cases of this disease have
been described in the medical literature. Diagnosis of Hajdu — Cheney syndrome is based
on the identification of characteristic clinical and radiological features. The presence of a
positive family history facilitates the diagnosis, and a molecular genetic study with the
detection of mutations in the NOTCH2 gene confirms the diagnosis. There is currently no
specific treatment for Hajdu — Cheney syndrome. The current treatment is symptomatic
and is mainly aimed at correcting pathological conditions that manifest as the disease
progresses, foremost osteoporosis.

The article presents a brief review of the literature and describes the over an 8-year period
of clinical observation of a familial case of Hajdu — Cheney syndrome in three members of
the same family in three generations.

Keywords: Hajdu — Cheney syndrome, orphan disease, acroosteolysis, osteoporosis,
bisphosphonates

B BBEJAEHWE

CnHgpom Xangy — YenHn (CMHOHUMbI: aKPOOCTEONN3 C OCTEONMOPO3OM U M3MEHEHU-
AMU Yepena 1 HUXKHEN YenoCTy, apTPOAEeHTOOCTEOANCIA3NA, LOMUHAHTHBIN TUM akpo-
0CTeosNn3a, CMHAPOM YelHn, CMHAPOM 3MeeBUAHOM ManobepLOBOM KOCTU — MOSIMKMCTO-
3a NOYEK) — 3TO pefiKoe reHeTnYeckoe 3aboseBaHme CKeneTa ¢ ayTOCOMHO-AOMUHAHTHBIM
TUMOM HaCNefoBaHMWsA, NPOABAOLEECA NPOrpeccUpyLLMM akKpoOoCTeonm3oM danaHr
KUCTEN U CTON, reHepaan30BaHHbIM OCTEOMNMOPO30M, XapPaKTEPHbIMU YePenHO-NLEBbIMU
AHOMANVAMY, HN3KOPOCSIOCTbIO U LUMPOKMM CMIEKTPOM APYTMX BO3MOXKHbBIX KITMHUYECKMX
npossneHun [1-3]. B 2011 r. pag retepo3urotHbix myTauun B reHe NOTCH2, pacnono-
»KeHHOM Ha xpomMocome 1p12, 6binn aeHTMOULMPOBaHbI Kak NpUUYMHA CUHAPOMa Xali-
oy — YeliHu [4, 5]. 3aboneBaHvie HacnenyeTcA No ayTOCOMHO-AOMUHAHTHOMY TUMY, BMecTe
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C TeM onucaHbl U cnopaguyeckme cnyydam [1]. PacnpocTpaHeHHOCTb cMHapoma Xangy —
YelHun coctaBnaeT meHee 1:1 000 000 [3], uTo fenaeT ero Ype3BblYaHO PeaKUM reHeTuYe-
CKUM cMHApPOMOM. K HacToALeMy BpeMeHW B MeMLIMHCKON IMTepaType OnmncaHo MeHee
100 cnyvaes aToro 3abonesaHus [3].

CuHpgpom Xangy — YenHn npepactasneH B 6asax gaHHbix OMIM (number: 102500) [2] 1
Orphanet (code: ORPHA 955) [3]. CornacHo 10- Bepcumn Ho300rn4ecknx Gopm 1 Knaccu-
buKaLmmn reHeTUYECKUX HapYLLIEHWI CKeneTa AaHHaa HO30M10rMA OTHOCUTCA K rpynne 28
(rpynna octeonusa) [6]. B cootBeTcTBMM ¢ MexayHapoaHol knaccudukaumen 6onesHen
10-ro nepecmotpa (MKB-10) cuHapom Xangy — YelnHum KogmpyeTca Kak «M89.5 Octeonns»
[71,a B MKbB 11-ro nepecmoTtpa — Kak «FB86.2 Octeonn3» [8].

KpaTkasa ncropnuyeckas cnpaBka

®m  3aboneBaHue Bnepsble 6b10 onncaHo B 1948 r. B BenukobputaHum N. Hajdu un
R. Kauntze kak «uyepenHo-ckeneTHas ancnnasna» y 37-neTHero My>kumHol ¢ 6asunsap-
HOW UMNPEeCCUEN 1 BblpaXKeHHbIM 0CTeonopo3om [9].

® B 1965 r. amepukaHckun paguonor W.D. Cheney onncan paccTpoiicTBO COeauHu-
TeNIbHOW TKaHW B CeMbe, XMByLle B MuunraHe, nop Ha3BaHMEM «aKpOOCTEOSM3».
Y XeHLUMHbI 1 YeTBepPbIX ee feTell Habnoganca akpooCTeoNN3, MHOXXeCTBEHHbIe BCTa-
BOYHbIE KOCTM B LLBaxX Yepena, Heflopa3BuTMEe BETBY HXHEN YeNlloCTI, OCTEONOpOo3 1
6a3unapHaa umnpeccumsa [2, 10].

® B 1973 r.J. Herrmann v coaBTOpbl, PacCMOTPEB paHee onrcaHHble B Hay4YHOW nuTepa-
Type cilyyan 1 Onucas OAMH HOBBIN Cilyyal, NPefnoXnnm ana gaHHom HoO3010M N Ha-
3BaHVe «apTPO-AEHTO-OCTEOANCIA3NA» 1 SMOHNM CUHAPOM Xangy — YelnHu, a Takxke
cAenanu BbIBOA O reHeTUYeckomn npupoae 3abonesaHnsa ¢ ayTOCOMHO-AOMUHAHTHbIM
TUNOM HacnepoBaHuA [11].

= B 20071 r. A.M. Brennan 1 R.M. Pauli, onncas 6 nauneHToB 13 ABYX ceMeli 1 NpoaHa-
N3MpPOBaB BCe paHee onyOnnMKoBaHHbIe Ha aHIIMNCKOM A3bIKe KINMHUYeCKne ciyyau,
pa3paboTanu AmarHocTUUYecKme Kputepumn cuHgpoma Xamgy — YeiHu ansa geten u
B3pocsbix [12].

= B 20711 r. B ABYX HE3aBMUCMMbIX APYr OT Apyra uccnegosanuax (M.A. Simpson v coas-
Topbl [4], B. Isidor n coaTopbI [5]) Y NaLreHTOB ¢ AUarHOCTUPOBaHHbIM Ha OCHOBaHWN
KNMHUYECKUX N PEHTTEHONTOTMYECKNX AaHHbIX CUHAPOMOM Xaray — YenHn 6binuv Bbl-
ABNEHbI reTepo3nroTHble MyTauum B 34-m s3k3oHe reHa NOTCH2, pacnonoXeHHoOM Ha
Xpomocome 1p12.

KnuHnyeckvue nposasneHuns

CrHpgpom Xanpy — YenHn KNMHUYECKN XapaKTepm3yeTca akpooCTeonn3oM AUCTalb-
HbIX panaHr nanbLeB KUCTEN 1 CTOM, TAXKESIbIM OCTEONOPO30M C KOCTHbIMM Nepenomamu,
yepenHo-MLEeBbIMU 1 3yOHBIMU aHOMANUAMU, HU3KOPOCSIOCTbIO, @ TaKXKe LUMPOKMM CreK-
TPOM ApYrnx BO3MOXHbIX KIMHUYECKUX npoasneHui [1-3, 12-16]. Hanbonee xapakrep-
Hble KNMHNYECKMe N peHTreHoNornyeckme npoasneHna cnHapoma Xangy — YeHu npeg-
cTaBneHbl B Tabn. 1 [1-3, 12-16].

Cnegyet OTMETUTb, YTO NPU AAHHOM CUHAPOME OTMEeYaeTCA BblCOKasA KAMHUYecKas
BapunabenbHOCTb 1 peHOTUMMYECKas IBOMOLMA KNMHNYECKUX NpoaBiaeHniA. MHorne 13
KITI0UeBbIX MPU3HAKOB, TaKMe KaK akpooCTe0/13, OCTEONOPO3 N HEKOTOPbIE XapaKTepHble
yepTbl NMLLA, OTCYTCTBYIOT MPU POXKAEHUMN pebeHKa, MOABNATCA NO3Ke, UTo, 6e3yCcnoBHoO,
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Ta6nuua 1

KnuHunyeckmne n peHtreHonornyeckme nposasneHna cuHapoma Xanay — YeiHn

Table 1

Clinical and radiographic manifestations of Hajdu - Cheney syndrome

YepenHo-nuueBbie 0CO6eHHOCTY

Oco6eHHOCTM cKeneTa

Apyrue nposasneHnsa

Yepen

Batpouedanua

Honuxouedanuns

BopMmueBbl KOCTU (BCTaBOUHbIE KOCTU Yepena)
OTKpbITbIE LWBbI Yepena

YTonweHne cBofja Yepena

Annasua (rmnonnasusa) No6GHbIX Nasyx

M3meHeHne popmbl TypeLKoro ceana (yanvHeHuve,
pacwmpeHue)

Mnatnbaswvs n 6a3unsapHan UMNpeccus
MukporHaTtus

Jinuyo

O6wwin BUA: rpybble yepTbl IMLA, yroLeHre
cpefHeln YacTu IMua, ANVHHBIA GUABTP, MOMHbIE LEKM,
MUKPOrHaTVA, KOPOTKas Les.

BpoBu: rycTble u wWnpokue, cuHodpum3 (cpociumneca
6poBn).

[nasa: aHTUMOHroNONAHbIN paspes rnas,
rMnepTenopusMm, TeNIeKaHTyC, SMMKaHTYC, AJIMHHbIE
pecHuLbI.

Hoc: nnockas n lWwmpoKas nepeHocunua, WMpPOKNn HoC ¢
aHTeBepcuen Ho3apen.

YWn: HU3KO NOCaXKEHHbIE YLIN.

PoT: BbIcOKOE apouHoe Hebo.

3y6bl: aHOManuUu 1 paHHee BbiNageHne 3y60B,
HenpaBWIIbHbIN MPUKYC.

Bonocbl: rycTble, NpAMble, XXecTkue

OcTteoneHuns,
0CTEONnopos3.
AKpoocTeonus.
MaTonornyeckne
nepenombl.
MMnepmo6uNbHOCTb
CyCTaBOB.
Mo3BOHOUHUK:
LBOAKOBOTHYTble
fedopmauumu n
KOMMPECCUOHHblEe
nepenomMbl NO3BOHKOB,
KNPOCKOmos,
HecTabunbHOCTb
WenHoro otTaena
NO3BOHOYHMKA.
KoHeuHocTn: BanbrycHas
nedopmaunm KoneHHbIX
CyCTaBOB, BbIBUX
rONOBKM JIy4eBON KOCTU,
OJIMHHAA N30THyTas
MasnobepLoBas KoCTb
(3meeBMAHanA)

Hu3kopocnocTb.
CHWXeHMe cnyxa
(KOHAYKTMBHaA
TYroyxocTb).

Kunctbl noyek.
BpoxaeHHble MoOpoKun
cepaua.

mnocnagus.
Kpuntopxm3m.
mpcyTtnsm.
MynoyuHas rpbika.
Hesponornyeckne
HapyLleHuA.
WHTennekT He cTpafjaet

3aTPyAHAET PaHHIO AMArHoCTUKY 3aboneBaHus. MNpu poxaeHnn pebeHoK, Kak npasu-
110, HE UMEeeT OT/INUYUTENbHBIX 0COOEHHOCTEN BHEWHOCTU. MUKPOrHaTUs ABNAETCA efnH-
CTBEHHbIM MPV3HAKOM, AEHTUOULMPYEMBIM MPU POXKAEHUN 6osiee YeM Y NONTOBMHbI BCEX
nauMeHToB C cMHApomom Xangy — Yennu. lpyrne KnmHuuyeckne npoasrieHus, Kotopble
MOTYT HabnoAaTbCA Y HOBOPOXKAEHHbIX AeTel C STUM CUHOPOMOM, BK/OUYAIOT aHTUMOH-
roNnouAHbIV paspes rnas, rmnepTeNiopursm, NMIOCKyo 1 LNPOKYIO NepeHoCHLy, AJIVMHHbINA
bunbTp, HM3KO MocaxeHHble ywn [12]. Mo mMepe B3pocsieHna pebeHKa XapaKTepHble
yepTbl CTAHOBATCA BCe Ooniee oueBMAHbIMU. B KOHEUHOM KTOre y B3POC/bIX MaLMEHTOB
bopmupytoTCs Knaccmyeckne YepTbl YepenHO-NMLEBOro aAncMopdusma: gonuxowedanu-
yeckasi popma rosioBbl ¢ 6aTpouedanvei, LWIMPOKIME rycTble 6poBY, CMHOGPU3, ONMHHbIE
PEeCHUUDbI, WMPOKO PacCTaBfEHHblE [Na3a, SMUKAHT, aHTUMOHIONIOMAHBIA pa3pe3 rnas,
yM/ioLleHre CpeaHen TpeTr NnLa, NocKas NepeHoCrLa, WPOKMIA HOC C BbIABUHYTbIMUA
Knepeamn Ho34PsAMU, ANVNHHBIA TYOHON XenoboK, MUKPOrHATASA, BbICOKOE apoyHoe Hebo,
XKecTKMe NpsAmMble BOJIOChI, H/3KasA JIMHUA POCTa BOJIOC Ha JI0Y U 3aTbUIKE, HU3KO MOCaXKeH-
Hble LI 1 KOPOTKasA Lied, a TakKKe OTMEYaeTCA Hanmuue 3yOHbIX aHOManuii U paHHAA
noTeps NOCTOAHHbIX 3y60B. OfHAKO KNVMHUYECKN GpeHOTUN BECbMA UHAVBUAYANEH, HUA
OLVIH 13 NMaLMEeHTOB He UMEET BCEX MPV3HAKOB, YKa3aHHbIX B MPYBEAEHHOM Bbille onuca-
HUK [12]. BONbWNHCTBO NALMEHTOB UMEIOT HU3KMIA POCT. Y HEKOTOPbIX MaLUEHTOB HabJIto-
[AeTcA rmnepmMoOriIbHOCTb CYCTaBOB, TMPCYTU3M, FpyObIli FONOC, HapyLeHne ciyxa [12].
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AkpoocTeonus, npefcTaBnAwLWmMin cobor pe3opbLmnio KOCTHOW TKaHW B AUCTaNbHbIX
danaHrax nanbues KUCTEN U/ MK CTOM, NpU cMHApPoMe Xangy — YeliHn pa3BuBaeTca, Kak
npasuno, B No3gHem AeTckom (6—12 neT) unm nogpoctkoBom (13-19 neT) Bo3pacTe ¢ no-
CTeneHHbIM MPOrpeccupoBaHneEM Y BTOPUYHbBIM U3MEHEHMEM NOopakeHHbIX nanbLes [12]:
HOrTeBas MNacTMHKa MOPaXXeHHbIX ManbLeB YKopaumBaeTcs, paclumpseTtca u gedopmu-
pyeTca, a Nanblbl CTAHOBATCA KOPOTKUMU U LINPOKMMU. B HegaBHeM peTpoCneKTMBHOM
nccnefoBaHMM aBTOPbl Ha OCHOBAHMM MU3ydeHuA 96 clyyaeB CMHAPOMa Xangy — YenHu,
OMNMCaHHbIX B MeAVLMHCKOW nuTepaType, 1 188 peHTreHorpamm 3Tux nayMeHToB o6Hapy-
XUnu onpepeneHHyto ouepefHOCTb NOpaXkeHnA akpoocTeonnsom nanbues [17]. MNepBbim
B NPOLEeCC akpooCTeoNn3a BOBNEKANICA yKa3aTeNbHbll NaseL, 3a HUM cnefoBany CpeaHuin
naneu, a 3atem 6onbLuoi. be3bIMAHHBIN Nanew, 3HaUMMO pexe NofBepranca akpoocTeo-
nu3y (tonbko B 11,4% cnyyaes). B cemenHbix cnyyasax cMHapoma Xangy — YenHu nepsbiMuy
nopaanncb yKasatenbHbl nanew n musmHel [17]. CnegyeT Takke OTMETUTb, YUTO OCTEO-
nu3 npu cuHapome Xanay — YeHn obbl4HO NOpaxKaeT TONbKO AncTanbHble danaHru, Ho y
HEeKOTOPbIX MaLMEHTOB MOXET PacNpPOCTPaAHATLCA Ha CPeAHMe NN NPOoKCMManbHble da-
naHru [18]. MNpwu pa3BuTM aKpOOCTeONM3a NaLMEHTbl HEPeKO NPefbABNAT »Kanobbl Ha
605b B 0651aCTN ANCTaNbHbIX $panaHr nopakeHHbIX nanbues [12, 18].

BTopbim KntoueBbiM Npr3HaKoM cMHApPoMa Xangy — YelHu ABnAeTcA 0CTeonopos, KOTo-
pbll NPOABAAETCA NAaTONOrMYECKNMM NepeniomMmaMm KocTeln ckeneta, jedbopmMaumamm 1 Kom-
NPeCcCHOHHbIMU NeperioMamu TeNl MO3BOHKOB C Pa3BUTMEM B MocneayoLlem Kudosa 1 cko-
nuno3sa [12]. CnegyeT OTMETUTb, UTO Jaxe He3HaUNTeNbHble U3MEHEHMWA B MO3BOHOYHMKE MO-
ryT 6bICTPO NPOrpeccrpoBaTh, NPUBOAA K 3HAUMTENbHBIM CTPYKTYPHbIM fedopmanuam [19].

K opyrum nposasieHnam cnHgpoma Xangy — YemHun, onncaHHbIM Y HEKOTOPbIX NaLmeH-
TOB, OTHOCATCA peLuanBupyloLLe ocTpble pecnpaTopHble nHbekuymmn (OPU) B netckom
BO3pacTe, BPOXAEHHbIe NMOPOKM cepAua (Takme Kak fedeKT MexnpeacepnHon nepero-
poaky, aedekT MeXKeny[LoUYKoBOW MeperopofKu, OTKPbITbIA apTepuasnbHbIi NPOTOK),
a TaKXke aHOManmm rnoyek, B YaCTHOCTM MOMMKUCTO3 nouek [12]. B eanHnuHbIX cnyyaax
BbIAABNEHbI BPOXAeHHaA rnaykoma [20], BbIBUX NyYeBOWN KOCTW, BasblryCHOe UCKpUBIe-
HWe rofieHen, KOCoNanocCTb, rPbIXK, TMNOCNaamna, KPUNTOPXN3M, renatocnieHoMeranms.
WNHTennekT naumeHTOB, Kak NpaBuno, He ctpagaet. OQHaKo MOXET OTMeYaTbCA 3afeprkKa
HepPBHO-NCUXNYECKOrO Pa3BUTUA B paHHEM JeTCKOM Bo3pacTe [12].

Heobxoanmo nofuepkHyTb, UTO eCcTecTBEHHOe TeueHne 3aboneBaHnsA BefeT K nocTe-
NeHHOWN noTepe KOCTHOW MacCbl B CKefleTe, NporpeccMpoBaHNi0 OCTEONOPO3a U akpo-
octeonu3a [21]. Hanbonee cepbe3HbIMY OCNOXKHEHUAMU CUHAPOMa Xangy — YeliHu aBs-
NATCA Nporpeccupyowme nnatmbasna u 6a3mnnapHad UMMIpPeccus, KoTopble MOryT
coyeTaTbCA C BblpaXKeHHbIMM HEBPONOrMYECKMMM HapyLUEHUAMW, BKNOYaa pasBuUtme
rngpouedanmm [22], cuprHrommnenuu [23, 24].

CTouT TaKXe OTMEeTUTb, UTO KAMHUYECKMe NpoaBneHna cMHapoma Xangy — YenHn B
3HaUMTENbHOW CTEMEHUN CXOXM C MPOABNEHMAMM CUHAPOMA «3MeeBUAHOM ManobepLoBol
KOCTM — nonmkmcTosa nouek» (SFPKS — Serpentine Fibula-Polycystic Kidney Syndrome),
XapaKTepu3yloweroca CcoyeTaHMeM  YepenHO-NLEBbIX  aHOManui,  YASIMHEHHbIX
«3MeeBUAHbIX» ManobepLoBbIX KOCTEN 1 MOMNKUCTO3a noyek. PaHee SFPKS onucbiBanca
Kak oTenbHoe 3aboneBaHune, OfHaKO MONEKYNAPHO-TEHETUYECKME NCCNIe[0BaHMA NOKa-
3anu, UTO 3TW AiBa COCTOAHMA CBA3aHbI C MyTaLMAMU B OQHOM 1 TOM e reHe — NOTCH2.
OcHOBbIBasACb Ha 3TOM CXOACTBE, B HacTosALee Bpemsa SFPKS paccmaTtpurBaeTtca Kak Bapu-
aHT peHoTUNMYECKOro NposABNeHNa cuHgpoma Xangy — Yerinm [13].
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Ha ocHoBaHWW BbILLEN3IOMKEHHOTO CTAHOBUTCA OYEBUAHBIM TOT GaKT, YTO CMHAPOM
Xangy — YenHn B OTHOLIEHNN KNMHNYECKNX CUMMTOMOB UMEET CleaytoLyue YepTbl: Bapuma-
6enbHbIN GEHOTUN, LWMPOKNIA CNEKTP KINHNYECKUX NPOABIIEHNI 1 BO3PACTHOE Nporpec-
cupoBaHue [1, 12, 25], uTo Heo6x0ANMO YUUTbIBATL NPU ANArHOCTUKE AlaHHOrO 3aboneBa-
HU1A, a TaKXe AanbHerweM BeeHN NaumeHTa.

OmnarHocTtuka

[uarHoctnka cnHapoma Xamgy — YeliHM OCHOBbIBAETCA Ha BbIABMEHUN XapaKTep-
HbIX KNIMHWUYECKNX 1 PEHTTeHONOrMYecknx NpusHakos (tabn. 1). YunTbiBaa ayTOCOMHO-
OOMWHAHTHBIA TUMN HacnefoBaHMA 3ab60f1eBaHNA, BblAABNEHWE MONOXUTENbHOIO cemel-
HOro aHamHe3a CyLeCcTBEHHO obneryaeT MepBUYHYIO ANATHOCTUKY, a Mnocnepyioliee
MOJIEKYNIAPHO-TeHeTUYeCKoe 1UccnefoBaHne ¢ obHapy»keHuem myTaumii B reHe NOTCH2
OKOHYaTesibHO NOATBepXKAaeT fuarHos [1, 26].

XapaKTepHble peHTreHonornyeckmne nNpr3Haky BbIABAAIOTCA NPU UCCefoBaHUN Ye-
pena, NO3BOHOYHMKA, KACTeN 1 cTon. [IByxaHepreTnyeckasa peHTreHoBCKasa abcopbumo-
METPUA MO3BONAET OOHAPYXUTb CHUXKEHME MUHEepanbHOW MAOTHOCTA KOCTHOW
TKaHn (MIKT) B cpaBHeHUN C HOPMOW. B GroxXMMmnyeckoM aHanmse KpPoBWU BO3MOXKHO
noBbllleHNe akKTUBHOCTY obLiei WwenouHon docdatasbl. Apyrnx cneunduryeckux nsme-
HEeHWU B BUOXMMUNYECKNX NCCNeA0BaHUAX KPOBM NPY AaHHOM CMHAPOME B KIMHUYECKIMX
HabnofeHNAX, COrnacHo AaHHbIM HayYHOW NINTepaTypbl, yCTaHOBIIEHO He Obl1o [26].

B 2001 r. A.M. Brennan 1 R.M. Pauli [12], cdokycnpoBaB cBoe BH/MaHME Ha OCHOBHbIX
KNMHUYECKUX NPOABNEHNAX 3a60/1eBaHNA U HANMYMW AOKYMEHTaIbHO MOATBEPXKAEHHOTO
MONOXNTENIbHOrO CEMENHOro aHaMHe3a, pa3paboTany AnarHoCTUYeCcKue KpUTepum CUH-
Lpoma Xangy — YeliHu (Tabn. 2).

Ba)kHO mofuepKHyTb, UTO BepudrKaLuma guarHosa 4acto 3afieprBaeTca U3-3a cpaB-
HUTENIbHO MO3AHel MaHUdecTaLmMn OfHOrO N3 OCHOBHbIX KIUHUYECKMX MPU3HAKOB 3a-
6oneBaHuA — akpoocTeonu3sa. [py poxaeHNn 1 B paHHEM [eTCKOM BO3pacTe CMHAPOM

Ta6bnuua 2

AnarHocTnyeckmne Kputepum cuigpoma Xanay - YeinHn
Table 2

Diagnostic criteria for Hajdu - Cheney syndrome

Bepudukauuna gnarHosa
[AunarHocTunyeckune Kputepumn -
Y B3pocnbix Y pnerten
1. AkpoocTeonus AkpoocTeonus + 3 No6bix 4 no6bIX ANArHOCTUYECKIMX
2. BcTaBouHble KOCTM Yepena unm [ONONHNUTENbHbIX ANArHOCTUYECKNX KpUTEpUA, 3a NCKNIOYEHEM
OTKPbITbIE LWBbI KpuUTepus, 3a NCKIYeHEM 3aJ0KyMEHTNPOBAHHOTO
33/0KYMEHTNPOBAHHOTO NONOXNTENbHOIO
3. Mnatn6asms N .
NONOXKUTENIbHOTO CEMENHOro aHaMHe3a, | CeMeNHOro aHamHe3a,
4. MpexpeBpemeHHas noteps 3y60B | unan nmnm
5. MUKporHaTus aKpOOCTEONN3 + 33J0KYMEHTMPOBAHHDIN | 33JOKYMEHTUPOBaHHbIN
NONOXKNTENbHbIN CEMENHbIN aHaMHEe3, NONOXNTENbHbIN
6. [py6ble uepTbl NMLUa -
mnn cemMeliHbI aHamHe3
7. KecTkme BONOChI 3a[J0KYyMEHTUPOBAHHbIN + 2 QONONHUTENbHbIX
8. YnnolueHune cpeHeil yacTu nuua | NMOJNOKMUTENbHbBIN CEMEVHbIN aHaMHe3 + | [AarHOCTUYECKNX
° 2 NONONHUTENbHbIX ANArHOCTUYECKNX Kputepua
9. Huskunin pocT (<5 npoueHTuna) A A purep
- KpuUTepus, KpoMe akpoocTeonusa
10. 3aA0KYMEHTVMPOBAHHbI NO0-
JKUTENbHDBIV CEMENHbIN aHaMHe3
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Xangy - YelnHn ararHoCcTmpyeTcs peako, Hambosee yacTo 3TO MPOVCXOAMUT B Nepuog ny-
6epTaTa 1y B3poCsibixX nauuneHTos [12].

AnddepeHumnanbHan guarHocTrKa

OnddepeHumanbHaa gnarHocTMKa Npu NOLO3PEHUN Ha HanuumMe cuHppoma Xau-
oy — YelHu BKNoYaeT WPOKKIA CNeKTp 3abonesaHuil, B NepByto ouepenb 3abonesaHuni,
COMPOBOX/JaeMbIX pPa3BUTMEM aKpoocTeonmsa W/unu octeonoposa. Hanbonee uacto
BCTPeYaLWUMNCA NaTONOMMUYECKMN COCTOAHMNAMM, CBA3AHHbIMY C aKpOOCTEONN30M Y
LeTeln, ABNAIOTCA reHeTUYecKre HapylweHus (ocobeHHO nepBrYHan runeptTpoduyeckas
0oCTeoapTPONaTNA 1 CKeneTHble AMCnnasnm) U peBmatuyeckre 3abonesaHms (B YaCTHO-
CTU NCOPUATUNYECKUI apTPUT U CUCTEMHDIN CKNepos) [27]. B anddepeHumnanbHbiii guarHos
TaK>Ke JOMKHbI OblTb BKJIIOUEHbI ApYrie COCTOAHUA, COMPOBOXKAAEMbIEe Pa3BUTEM aKpO-
0CTeonn3a, Takre Kak runepnapaTnpeos, HeBpPonaTua, TokanbHasa TpaBMa, TepMUYecKkoe
nospexgeHvie (06MOPOXKeHNA NN OXOru), CNnHanbHasa auspadua n gpyrue [25, 27]. CuH-
Lpom BepHepa 1 nporepus, HecoBepLUEHHbI OCTeOreHe3 1 Apyrue pefKkne cKeneTHble
HapyLlleHUs, Takne Kak cMHApPOM dnepca — [laHnoca, KNoUnMYyHo-yepenHasa gucnnasms,
NAMoNaTUUYECKNA IOBEHWbHbBIN OCTEONOPO3, TaKXKe ABMAIOTCA YacTbio anddepeHLmans-
HOW AnarHocTuku [14].

Mporxos

NHpopmauma 06 obliem NporHo3e orpaHUYeHa 13-3a Ype3BbluaiHOM PeaKoCTH 3a-
6oneaHuA. [MporHo3 3aboneBaHNA 3aBUCUT OT CTEMEHN NOPAXKEHUSA OPraHOB N CUCTEM,
Hanuuma ocnoxHeHui [1, 14]. O6wWwaa NPOJOMKNTENBHOCTb XM3HWU, Kak MPaBusio, Cy-
LLeCTBEHHO He YKopaumBaeTca [3], HO yXyAlaeTcsa ee KauyecTBO, TaK Kak ecTeCTBeHHan
3BonoLMA 3aboneBaHna NPUBOAWT K Pa3BUTMIO MPOrPeccupyloLero akpoocTeonusa,
reHepasnnM3oBaHHOro OCTEONOPO3a C NepesioMmamu, MaHubecTaumm 601eBOro CMHAPOMa.
MporHo3 pe3Kko yxyfliaeTca Npu pa3BUTUN TaKKX OCIOXHEHNI, Kak 6a3nnapHasa nHBaru-
HauuA (BefeT K HeBPONOrMYeCKUM HapyLieHnAM) nnn GopmMrmpoBaHme BblipaXXeHHON fie-
bopmaumy rpynHOM KNeTkr (MOXET CHUXaTb eroyHyto BeHtunaumio) [1, 14].

JleueHne

B HacTosAwlee Bpemsa He cyulecTByeT 3G deKTUBHON M3NleunBaloLLe Tepanum CMHAPOMa
Xanpy — Yennwn. MNpegnaraemoe cneyunanmctamu B 1ol chepe neveHune ABAAETCA CUMMTO-
MaTMYeCKMM, HanpaB/iEHO Ha Y/yulleHne KayecTBa U OXKUAaeMoln NMPOAOIKUTENbHOCTY
XKM3HW NaLUMeHTa, CocpeoToUYeHO B OCHOBHOM Ha KOppeKL M NaToNornyecknx COCTOAHNM,
MaHu1deCcTUpYoLLMX NO Mepe NPOrpeccupoBaHnsa 3aboneBaHus, B ePBY0 ouepeb 0CTeo-
nopo3sa [1]. OgHaKo 13-3a Ype3BblUYaHOW PeAKOCTM JaHHOMN MNATONOMMN KOHTPONMPYEMbIX
KNMHNYECKNX UCCNeAoBaHNiA MO IeUEHNI0 OCTeonopo3a B 3TOM NONynAuMM NauneHToB
He NMpoBOAMNOCh. B MefMLUHCKON nuTepaType onucaH onbIT MPUMEHEHNA NeKapCTBeH-
HbIX MpenapaTtoB 13 rpynnbl 6nucdocdhoHaToB (aneHLpPOHOBaA KMUCNOTa, NaMUAPOHOBasA
KNCNoTa, 301eApoHoBas Kucnota) [28-32] n geHocymaba [33] ¢ Lenbio npegoTBpaLleHus
NporpeccMpoBaHmna oCcTeonopo3a. Tem He MeHee, yUnTbIBas ManouncyieHHOCTb Habnoae-
HWIA, OLLeHUTb B NONHOM Mepe 3GpdEeKTUBHOCTb STUX JIeKapCTBEHHbIX NPenapaTos He npea-
CTaBnAeTCA BO3MOXHbIM. B pAfe nccnegosaHmii nokasaHo, UTo iedeHne bruchochoHatamm
[29, 31] n geHocymabom [33] cnocobeTByeT nosbiweHuo MIMKT no3BOHOYHMKA, HO, K CO-
XaneHuio, He OCTaHaB/IMBAET NPOrpeccnpoBaHie akpoocTeonmsa. Takke HefoCTaTOuHO
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AaHHbIX, YTOObI OTBETUTb Ha BOMPOC O TOM, MOTYT Jin 6rcdhochoHaTbl NPeJoTBPATUTL pas-
BUTVE NATNGA3MM MW PAHHIOK NOTEPIO NOCTOAHHbIX 3y60B [31]. TeM He MeHee, MpUHUMan
BO BHMMaHWe TOT $aKT, UTo MOBbILEHHANA Pe30p6LMA KOCTHOW TKaHU ABMAETCA OCHOBHbIM
3BEHOM MaToOreHe3a 0CTeonopo3a Npu cuHapome Xangy — YeitHu, nprmereHve 6ruchocdo-
HaTOB Ha CErOAHALWHUIA AeHb NPeACTaBNAeTCA OnpaBaaHHbIM [32].

B OMNCAHWE KIIMHWUYECKOTO CJTYYAA

Mbl npefcTaBnAaem ofHO 13 NepBbix AnA 6enopycckom NonynALMm onucaHun cemen-
Horo cnyyaa cuHgpoma Xangy — YenHn, Habniogaemoro y Tpex UneHoB OfHOW CeMbl B
Tpex NocnefoBaTebHbIX MOKONeHUAX. [narHo3 BepndurLmpoBaH Ha OCHOBAHUM COBO-
KYNMHOCTW pe3ynbTaToB aHanM3a reHeanormyeckoro aHamHesa, XxapaktepHbolx GpeHoTMnu-
YyecKmnX NPOSABMIEHNUIN N PEHTIEHONOMMYECKMX AaHHbIX, BK/OYaA Halmume akpoocTeonnsa
1 octeonoposa. PogocnoBHas fJaHHO ceMby NpeAcTaBfieHa Ha puc. 1.

Mpob6aHa: manbumnk (Bo3pacT 11 neT 4 mecsua) B TeuyeHne 8 NeT HaxoaUTCsa nog au-
HaMMYeCKUM MefULNHCKAM HabnogeHnem B Pecny6iKaHCKOM LIEHTpe JeTCKOro oCcTeo-
nopo3a, pyHKUMOHMpPYoLWeM Ha 6a3e yupexaeHua 3apaBooxpaHeHus «MurHckaa obnacT-
HaA JeTcKasA KNnHnYeckaa 6onbHuLa». Bnepeble npobaHa NocTynun B LIEHTP B BO3pacTe
3 et 6 MecALEeB MO HaMpPaBEeHMIO Bpaya-reHeTuKa C Lefibio KOMMIEKCHOro 0bcefoBa-
HWA 1 YyTOYHEHMA ArnarHo3a B CBA3U C Xanobamy matepu Ha nepuoguyeckune 6onm B cnu-
He y pebeHKa HaunHas ¢ 3-neTHero Bo3pacTa (Mocne KaXKAoro ero Cly4yaiHoro naeHums).
Y matepu 1 6abyLiku npobaHza No MaTePUHCKOWM MNHUM Ha OCHOBaHUN KNMHUKO-GEHOTK-
NMYecKnx NPoABNEeHN BPauoM-reHeTUKOM Ha 0651acTHOM U pecnyBMKaHCKOM YPOBHAX
paHee BepndMLMpOBaH CMHAPOM Xangy — YeliHu.

M3 aHaMHe3a n3BecTHO, UTo NpobaHA poannca ot 2-in bepemeHHocTU (1-a 6epemeH-
HOCTb — abopT MO MeANLMHCKUM NMoKa3aHWAM), 1-X pofloB NyTem NIaHOBOro Kecapesa
cevyeHuA B Cpoke rectaumm 38 Hepenb. bepemMeHHOCTb NpoTeKana Ha GOoHe XPOHMYECKO-
ro nuenoHedputa C HEOLHOKPATHOWM Yrpo3ol NpepbiBaHUA (C 32 Heflenb — aKyLLepPCKUA

. 000 00

1 2 3 4 5 / 6

Puc. 1. PogocnoBHas cembu ($purypa co cTpenkoii - npob6aHg; 3akpalueHHble purypbl — nopakeHHble
3a6oneBaHNeM YieHbl ceMbU; He3aKpallueHHble GUrypbl — 340poBble YneHbl ceMbM)

Fig. 1. Family pedigree (figure with an arrow - proband; filled figures - affected family members; unfilled
figures - healthy family members)
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neccapwuit), B 36-37 Hegenb — OPW. Macca Tena npu poxaeHun — 3050 r, anvHa Tena —
50 cm, oueHKa no wkane Anrap — 8/8 6annoB. Pe6eHOK OCMOTPEH BPauOM-reHETUKOM —
JaHHbIX B MONb3Yy HaNMuuA reHeTnYeckmx 3aboneBaHnin He BblABNEHO. BbinncaH n3 po-
OWNbHOrO IoMa Ha 21-e CyTKU C AMarHo3oM: LiepebpanbHan Uwemmns TAXKenon CTeneHu.
[MnepTteH3noHHbIN cnHgpom. CtprapHaa Backynonatua. Hespenoctb LIHC. OTKpbiToe
oBanbHOe OKHO. [lomonHuTenbHas XOpAa JieBoro enygouka. [Mapokanunkos cnesa.
Mmopouene cnpaga. ncnnasma TazobeapeHHbIX cyctaBoB. MopdodyHKLMOHanbHasa He-
3penocTb. BpoxaeHHble 0CO6EHHOCTM pa3BUTUA.

MNepeHeceHHble 3a60/1€BaHNA Ha MEPBOM rOAY »KU3HW: aHEMUA NErKon CTEeNeHW, CUH-
OPOM [iBMraTeNibHbIX HapYyLIEeHWi, C 3-MecAYHOro Bo3pacta — yacTtble OPY, B 9 mecALeB —
nHeBMOHMA, B 11 mMecAueB — paxuT. KOHCYNbTUPOBaH BPauyOM-MMMYHOJIOFOM, AaHHbIX
B MONb3y HanNuMA NePBUYHOTO MMMyHoZedULMTa He BbIABMEHO, BbICTaB/IeH AMarHo3:
peumansupytoLme 3aboneBaHna BEPXHUX AbixaTeNbHbIX NyTel. [Ipope3biBaHme 3y60B —
C 8 MecALEeB, Hayano CaMoCToATeNIbHOM X0abbbl — € 12 MecALEeB.

[aHHble MeanUMHCKOro ocMoTpa (B 3 roga 6 mecaueB): macca Tena — 14 Kr, oiuv-
Ha Tena — 98 cm. lMpu oueHKe GU3NYECKOrO Pa3BUTKA C UCMOSIb30OBAaHNEM aHTPOMOMe-
TPUYECKOTO KanbKynAaTopa MporpaMmHoro obecneyeHnsa BcemupHoli opraHvsauum
3apaBooxpaHeHna WHO Anthro He BbIABNEHO OTKNOHEHWI OT HOPMbI: Z-score AfivHa
Tena/so3pact = -0,61 SD, Z-score macca Tena/so3pact = -0,83 SD, Z-score macca Tena/
anvHa tena = -0,70 SD, Z-score nngekc Maccol Tena (MMT)/Bo3pacTt = -0,70 SD.

MeHoTMNUUeckn y pebeHKa BblfiBNEHbl YepenHo-N1LeBble 0COOEHHOCTU: rMnepTeno-
PU3M C 3NMUKAHTOM, ryCTble LWPOKMe OPOBY, ANNHHbIE PECHULIbI, LUINPOKKIA HOC C MIOCKON
nepeHocuLien, AIVIHHbIN ry6HOW »enoboK, NoJHbIE LWeKK, MPAMbIe KeCTK/e BONOChI, HU3-
KO MoCaKeHHble yLIW, HU3Kaa rpaHnLa pocTa BOMOC Ha 3aTbinke (puc. 2). MNpu ocmoTpe
Take obpallana Ha ceba BHUMaHVe runepmMobrnbHOCTb CyCTaBOB.

Puc. 2. YepTbl nuua npo6aHga B Bo3pacTe 3 neT 6 mecsueB (poTo npeaocTaBneHO 3aKOHHbIM
npeacraBuTenem pe6eHka)
Fig. 2. Facial features of the proband at the age of 3 years 6 months (photo provided by legal
representative of the child)
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Mpu nabopaTopHOM MccnefoBaHUM MoKasaTenn ¢ochopHO-KanbLMeBoro obmeHa,
rOPMOHbI LIMTOBUIHOWN >Kenesbl, TUPEOTPOMHbIA TOPMOH, MapaTUPEOUAHbIA FOPMOH
(IMTT), HCYNWH, MapKepbl KOCTHOro MeTabonnama (octeokanbumH, 3-Cross Laps) 1 obwmi
25-rnppokcusmTtamuH D (25(0H)D) Haxoamnuce B npeaenax pedpepeHcHbIX 3HaYeHn ana
XPOHOJIOrMYyecKoro Bo3pacTa.

Mpu npoBeaeHUN ynbTpa3BykoBoro nccnepgosaHus (Y31) opraHos 6pioLHON NonocTu
1 noyek BbiABMIeHa renaTtocnieHomeranus; npu ¥Y3M ceppua — MMHMManbHaa peryprmra-
LMA Ha TPUKYCNMAANbHOM, MAUTPANIbHOM KnamnaHax 1 KnamnaHe IeroYHon apTepuu; npu
Y3 wnToBUAHON Xenesbl — He3HaunTeNlbHoe yBenmyeHne obbema LWUTOBUAHOW »ene3bl
(rmnepnnasma wurtoBrngHom »kenesbl 0-1- cTeneHun). PeHTreHonornyeckoe nccnegosa-
HMe KUCTeN BbIABWIIO Hannure «MATHUCTOro» 0CTEOMNOpPO3a; NPMN3HaKoB aKpooCTeosr3a
He Habnganoch; KOCTHLIN BO3pacT cOOTBEeTCTBOBaN 3,5-4 ropam. lNaumeHT ocmoTpeH
BpPayoM — TpaBMaTOI0roM-opToneaom, NpodubHOM NaTonorumn He BbiABNEHO. Takxe oc-
MOTpPEH BpayoM — OTOPMHONAPUHIONIOFOM-CYPAONIOrOM: CJTyX B HOpMe Ha 06a yxa.

PebeHOK MPOKOHCYNbTMPOBAH BPauYOM-TEHETUKOM, KOTOPbIV Cenan 3aknioyeHune, 4to
Ha JaHHOM 3Tane AaHHbIX AnA Bepudrkaumm cnHapoma Xangy — YelHn HegocTaTouHo,
O[HaKO YUMTbIBaA Hanmnumne gaHHoN naTonorum y Matepu n 6abyLuku, a Takke ayToCOMHO-
LOMWHAHTHbBIV TUM HacneoBaHNA 3aboneBaHUsA, PeKOMeH0BaHO AnHaMMyeckoe Habnto-
[eHVe nauneHTa.

B Bo3pacTe 5 neT pebeHKy BnepBble NpoBefeHa AByXaHepreTnyeckasa peHTreHOBCKan
OCTEOAEHCUTOMETPUA MO NeAnaTPUUYecKMmM NporpaMmmam MccnefoBaHusa (MOACHUYHbBIN
oTaen no3BoHo4YHUKa (L1-L4) n Bce Teno 6e3 BKoYeHNa Kocten yepena (TBLH - total
body less head)), a Takxxe peHTreHorpadumsa NO3BOHOYHUKA B ABYX NpoeKuuax. Mo aaH-
HbIM PEHTFeHOBCKOW OCTEOAEHCUTOMETPUN Y NaumneHTa BbiABneHa Hu3kaa MIKT B L1-L4
(BMD = 0,382 r/cm?, Z-score = -3,6 SD) n TBLH (BMD = 0,519 r/cm?, Z-score = -2,3 SD)
[J1A [aHHOTO Mofa 1 XPOHONOrMYecKkoro Bo3pacTa. [1pu n3yyeHnn peHTreHorpaMm no-
3BOHOYHMKA OOHapyeHa MNaTUCMOHAWAUA TPYAHOro OTAesna MO3BOHOYHMKA. PeHTre-
HOMOrMYeCKMX NPU3HAKOB aKPOOCTEONN3a B STOM BO3pacTe y naLyieHTa He 0TMeYanoch.
JlabopaTopHO BbIABNEHO MOBbILLEHNE aKTUBHOCTU 00LLEel LienoyHon pocdaTasbl B KPOBU
no 886 Ea/n (Hopma — meHee 645 Ea/n), cHuxkeHwne yposHa [T go 8,20 nr/mn (Hopma -
15-57 nr/mn); ypoeHb 25(OH)D B KpoBW cocTaBmn 39,92 Hr/mn (onTvManbHble 3Have-
HUA — 30-50 Hr/mn). CnefyeT OTMETUTD, YTO NPU NoCNeayLWNX HabnoaeHNAX NoKa3aTe-
nv obuen wenoyHon pocdatasbl u MTI cooTBETCTBOBANN pedepeHCHbIM 3HaUeHUAM Ais
nona v Bo3pacTa. [laymeHT 0OCMOTPeH BpayoM — TPaBMaToNIOrOM-OpPTONeA0M, BbiCTaBEH
[MarHo3: cuHgpom Xamgy — YenHu, nnatmcnoHaMnmMa rpyaHoOro otgena no3BOHOYHMKA.
B nocnepytoliem naumeHT MOBTOPHO KOHCYNbTMPOBaH BPAauYOM-FeHEeTUKOM, KOTOPbIN C
yUYeTOM CEMEeNHOro aHaMHe3a ¥ flaHHbIX, MOMYYEHHbIX NPY LOMONHUTENbHbIX PEHTIEHONO-
rMYecKrx nccnefoBaHnax, Bepudnumposan y pebeHKka Hanmume cuHgpoma Xangy — Yen-
HW. Taknm ob6pa3om, BnepBble AnarHo3 yctaHoBseH y npobaHja B Bo3pacTe 5 neT.

C 8 net y pebeHka MaHnbecTMpOBanu neproanyeckre 6onum B fuctanbHbix danaH-
rax nanbues obeunx Kuctei. B Bo3pacte 8 net 4 MmecALeB Ha peHTreHorpaMme KUCTei oT-
Meyvanocb ynouleHne 6yrpnctocT AnctanbHbix GanaHr nanbues obenx kKucten. Mpu
nocnepytoulenn peHTreHorpadum B Bo3pacte 10 neT 9 mecAuUeB BbiABNEHblI MPU3HaAKM
aKkpoocTeonusa guctanbHblx ¢ananr I, [l  V nanbues neBon KUCTK (NpoBeAeHO PeHT-
reHosIorMyeckoe NccnefoBaHme ToSIbKO JIeBOW (HEAOMUHAHTHOM) KACTU C LENbIO OLLEHKM
KOCTHOro BO3pacTa).
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B Bo3pacTe 9 neT ¢ yueTom coxpaHaLWKXcA 6oner B 061aCTy CMUHBI 1 BbIABNEHHbIX
PEHTreHONOrMYeCKUX NPU3HAKOB KNMHOBUAHON fedopMaLumn Ten rpyfaHbIX MO3BOHKOB,
a TakKe cHkeHuA nokasartenein MIMKT B L1-L4 no3soHKkax (BMD = 0,292 r/cm?, Z-score =
-4,0 SD) pebeHKy no peLueHunto BpauebHOro KOHCUANyMa nocsie nonyyeHrsa MMCbMEHHOTo
NHPOPMMNPOBAHHOTO COrNACKA 3aKOHHOMO NPeACTaBUTENA HECOBEPLIEHHOIETHErO NaLuu-
eHTa HauaTto neveHue 6ucocdoHaTamm (NammnppoHoBasa KUcnoTa B fo3le 1 Mr/Kr/cyT, Ha
NPOTAXKEHMM 3 CYTOK, Kypcamm Kaxable 4 mecaua). CnegyeT OTMETUTb, YTO B JalbHENLLEM
no psAgy 06bEKTUBHbBIX MPUYMH BBEEHMA NaMULPOHOBOW KNCNOTbI OCYLLECTBAANNCD He-
perynapHo, ¢ BpeMeHHbIMY nHTepBanamu (8-10 mecAueB) mexay Kypcamu anuntenbHee,
Hexxenn ObiNo YCTaHOBIEHO PEKOMEHA0BAHHOW CXEMOW JIeUeHMs, YTO He MO3BONAEeT B
NOJIHON Mepe OLEHUTb ero 3$pPeKTUBHOCTD.

B nocnenytoume rogbl pebeHoK Neprognyeckn »anoBasca Ha HeMHTEHCUBHbIE 6onK
B CMWHe U B AWCTaNbHbIX ¢anaHrax nanbues obenx Kuctei. bonein B obnactn nanbues
CTON He Habntoganock. MNpu HabngeHUM B AVHAMKKE OTMeYanacb TEHAEHUMA K CHUXKe-
HUIO MaCCO-POCTOBbIX NoKaszaTenel. [Mpu ouyepenHoON rocnuTanmsayum npobaHaa B BO3-
pacte 11 net 4 mecAues (YepTbl NMua NnaumeHTa — puc. 3A, B) macca Tena coctasuna 27 Kr,
onvHa tena — 135 em (Z-score = —1,05 SD), UMT - 14,2 kr/m? (Z-score = -2,01 SD). K atomy
BpemMeH naumneHTy NnpoBeAeHo 3 Kypca BBeAeHMA NaMUAPOHOBOM KMCNOTbI. BbinonHeHo
KOMMJIeKCHoe 06crefoBaHre pebeHKa, BKIoYaa NpoBeAeHne KOMMbIOTEPHON TOMOrpa-
¢um (KT) ronoBHOro Mmo3ra 1 KocTe yepena, MarHUTHO-pe30oHaHCHOM Tomorpadum (MPT)
NO3BOHOYHMKA, peHTreHorpadnm obenx KNCTe 1 CToM, PEHTFEHOBCKOW AEHCUTOMETPUN.
Mo gaHHbIM PEeHTreHOBCKOWM AeHcnToMeTpumn otMeydanca npupoct MIKT B L1-L4 (BMD =
0,357 r/cm?, Z-score = -3,3 SD), Tem He MeHee noka3aTenu MIMKT no-npexHemy He fOCTU-
ranv HopMasbHbIX 3HaUYEeHMI 4NA Noa U XPOHOOrMYeCcKoro Bo3pacTa.

Mpun KT yepena y naumeHTa BbiABNEHbI MHOXECTBEHHbIe (B Konnuectse 13) pa3HoBe-
NIVIKMe BCTaBOYHble (BOPMUEBDI) KOCTU B 06/1aCTN NsiMbaoBuaHoro waea (puc. 3C); nobHble
nasyxm Hepa3BuTbl (CNPaBOYHO: CPeHMIA BO3PACT BM3yanm3aLunm TOOHbIX Na3yx Ha peHT-
reHorpammax CoctaBnaeT 4 roga, B Bo3pacte 8-12 neT oTMeyaeTca NX 3HauYnTeNbHbIN POCT
[33]); TonwmHa 3aTbIIOYHOM KOCTK NaumneHTa — 4o 12 Mm (CnpaBoOYHO: CpefHAA TOMLWNHA
3aTbITIOYHOW KOCTU Yy MyXumH coctasnaeT 10,1 mm [34]); Henb3a UCKNIOUUTb HaYaNbHYIO
cTaguto popmupoBaHua baTpouedpanum (puc. 3D).

Mpu MPT no3BoHOYHMKa y pebeHKa onpenenannucb KNMHoBuUAHble fgedopmanum Ten
Th4,Th5, Th8, Th10-no3BoHKOB 1-11 cTenenu, Tena Th9-no3BoHKa — 2-1 CTENEHN KaK UCXO[
KOMMpPeCCMOHHbIX nepenomos (puc. 3E).

Ha peHTreHorpammax kuctei (puc. 3G) oTMe4anocb paspexeHne KOCTHOro pUCyHKa
B anndm3ax n metagnadusax ¢panaHr nanbLes 1 NACTHbIX KOCTeN; «3ebpa-nnHNn» B AnC-
TaNlbHbIX MeTadur3ax NyyeBol 1 NTOKTEBOW KOCTeN; ynnoweHne 6yrpuctocTvt ANCTaNbHbIX
danaHr | (¢ Hannumem KocTHbIX pparmeHTos), Il, Ill, V nanbLeB npason Kucth, a Takxe I,
Ill, V nanbueB neBon KNCTN C HEPABHOMEPHOCTbIO NepefHEro KOHTypa 1 NX yKOpoYeHU-
eMm; TakxKe obpallano Ha ceba BHMMaHUe yKopoueHue 4-5 NACTHbIX KocTein. Ha peHTre-
Horpammax cton (puc. 3l) onpeaenanocb paspekeHne KOCTHOrO PUCYHKa B MIIOCHEBbIX
KocTax 1 danaHrax nanbLes; «3ebpa-nMMHUN» B ANCTaNbHbIX MeTadur3ax KOCTel rofeHen
(cnpaBoYHO: KaK cneacTBMe MpPOBeAEeHHbIX MauueHTy KYypCOB leYeHnA naMmmuppoHOBOW
KNCNIOTON); ynnoLieHre 6yrpnctocTu AncTanbHbiX GanaHr Bcex nanbLes obenx cton ¢ Ha-
NYNEM KOCTHbIX parMeHTOB B AUCTaNbHbIX ¢anaHrax | nanbues obeunx cTonm.
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Puc. 3. [laHHble MeNLIMHCKOTO 06cnefoBaHnsA npo6aHaa B BospacTe 11 ner 4 mecsAues (onncaHne B
TeKcTe): A, B - ueptbl nuua npo6aHaa (poTo npepocTaBneHo 3aKOHHbIM NpeAcTaBUTeNeM nayueHTa);
C, D - KT-ckaHbl yepena; E - MPT-ckaH rpyAHOro n NOAACHNYHOIO OTAENO0B NO3BOHOUYHUKA; F, G - poTto n
peHTreHorpamma Kucreii; H, | - ¢oTo n peHTreHorpamma cton

Fig. 3. Data of the medical examination of the proband at the age of 11 years 4 months (description — in
the text): A, B - facial features of the proband (photo provided by the legal representative); C, D - CT
scans of the skull; E - MRI scan of the thoracic and lumbar spine; F, G - photo and radiograph of the
hands; H, | - photo and radiograph of the feet
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CemenHbIN ciyyan cuHapoma Xangy — YenHu: KnnHnyeckoe HabnogeHve 1 063op nutepatypbl

Mpu nposeaeHnn Y3 WUTOBUAHON XKene3bl, OpraHoB 6PIOLWHOM NOAOCTM 1 MOYEK Ma-
TOnornn He BbiABNeHo. CnepyeT OTMETUTb, UTO C 5-neTHero Bo3pacTa pebeHoK Habnoaa-
eTca y Bpaya-odTanbmMosniora no noBofdy runepmeTponumn cpegHen cteneHu.

MaTtb npobaHaa (Bo3pacT 37 neT). AnvHa Tena — 152 cm, macca Tena — 45 kr, UMT -
19,48 kr/m% MNpn MegnLMHCKOM OCMOTpPE NpeabABAAET Kanobbl Ha MbILEYHYI0 CNabocTb,
60/1b B CMMHE 1 ANCTaNbHbIX OTAeNax nanbLes KucTen 1 cton. Mpu ¢usmnkanbHom obcne-
[O0BaHMMN onpefenaTca cnepyiolme deHoTunnueckme npusHaky (puc. 4A, 4B): runep-
TeNIopur3Mm, FycTble WNPOKMe 6POoBM, YNIoLeHe CpefHen TpeTy N1ua, LWNPOKUA Kpyn-
HbI HOC, MMKPOrHAaTWA; OTMEYaeTCA NaTonornyeckas NnogBMXHOCTb 3y60B 1 NX paHHee
(c 29 neT) BbINageHue (B HacTosALLee BpeMs B NOIOCTM pTa onpepensetca 14 3y6os). MNo-
MMMO N1LIeBOro ANCMopdUn3ma, obpalyaet Ha ceba BHMMaHMe gedpopmaLma nanbLes 0be-
UX KICTEN C paclUMpeHreM 1 YKOPOUYEHMEM ANCTaNbHbIX GanaHr 1 HOTrTeBbIX NNACTUHOK
I-1ll n V nanbues, conpoBoXxaaemas npusHakaMi OHUXOAUCTPOPUN NOPAXKEHHbIX HOFTEN
(puc. 4E), n runepmobunbHOCTb MeXXpanaHroBbix CyCTaBOB KUCTeN. Takxe oTMeuaeTca
YKOpoUeHue AncTanbHbIX danaHr nanbues obeunx cton (puc. 4G), ckonnoTnyeckas gedop-
MaLuA NO3BOHOYHMKaA.

M3 aHamHe3a: OPU B geTckom Bo3pacTe € YacToTon 4-5 pas B rof, € 5 net — XxpoHuye-
ckui nuenoHedput. C 8 neT maHMbecTmpoBany 60nn B CNUHE, a € 12 fIeT — oTMeYatoTCA
nepviogmnyeckme 6onm B 06nact AucTanbHbIX ¢anaHr nanbLes obenx KmcTen. B Bospac-
Te 12 neT BpayoM-reHeTMKOM BeprnduLmpoBaH cnHgpom Xangy — Yerinu. C 16 net y na-
LMEeHTKM OTMeYaeTca nporpeccupyiolian gepopmanma nanbLeB KUCTeN (paclumpeHune 1
YKOpOoUeHue AnCTanbHbiX GpanaHr u HOrTeBbIX NIACTUHOK), € 25 net — maHudectTuposanm
nepviogmnyeckme 6onu B 0651acTh ANCTanbHbIX danaHr nanbues cTon. [lepenomos KocTei
neprdepmnyeckoro ckeneta B aHamHese He Habntoaanoch.

B Bo3pacTe 20 net B cBA3U C ycuneHnem 6onen B 061acT NO3BOHOYHMKA MaLMeHTKa
npoxoguna obcnefgoBaHne y MeauLMHCKUX CNeLManncToB TpaBMaTonoro-optonemye-
ckoro npoduna Ha pecnybnmMKkaHCKOM ypoBHe, rae npu nposegeHu MPT no3BoHOYHK-
Ka BbIAB/IEHbI: YMEPEHHO BblpaXXeHHasA CKonmoTuyeckas fedpopmMaLmsa No3BOHOYHUKA B
rPyAonoscHUYHOM oTaene, «boKanosuaHas» gedbopmaums Ten No3BOHKOB B MPYAHOM U
NoACHMYHOM oTgenax. BoinucaHa c guarHosom: cemeliHaa popma cuHapoma Xangy — Yen-
HU, BPOXXAEHHaA CMOHAMNIONATAA rPYLHOIo U MOACHWYHOIO OTAENOB NO3BOHOYHNKA. BTo-
PUYHbIN OCTEONOPO3, BbIPaXXeHHbI 60/1eBOV CUHAPOM. B 3TOM e Bo3pacTe y naumeHTKu
BMepBble AMarHoCTUPOBaH Y3510BO 300.

B Bo3pacTe 29 neT npoBefeHO KOMMIEKCHOe 06CnefoBaHme, BKITIOYAOLLEE PEHTIEHO-
rpaduio NO3BOHOYHUKA, KUCTEN, PEHTIEHOBCKYIO AeHcuTomeTpuio 1 Y3U opraHos 6ptoLu-
HOI MOJMIOCTK, MOYEK, cepaua, WUTOBMAHON xenesbl. Ha peHTreHorpamme no3BOHOYHU-
Ka (puc. 4D) oTMeuanncb MHOXeCTBEHHblE [BOAKOBOrHyTble fAedopmMaLmm NO3BOHKOB B
rPyLHOM M MOACHUYHOM OTAeNax NMo3BOHOYHMKA; Ha PEeHTreHorpammax KUCTen — akpo-
octeonu3 guctanbHbix Gananr -1l nanbues cnesa, |-l n V nanbues cnpasa, Anddy3HbIl
0CTEONOPO3, NPEeNMyLLECTBEHHO — B NPeCcyCTaBHbIX oTaenax. [1o JaHHbIM peHTreHOBCKOM
LEHCUTOMETPUM OOHapy»keHa HU3Kasa A/Aa nona 1 XpoHonoruyeckoro Bo3pacta MIMKT
BO BCeX 30Hax uccneposanHuna (BMD TBLH = 0,861 r/cm?, Z-score = -2,4 SD; BMD L1-L4 =
0,724 r/cwm?, Z-score = -3,1 SD; B npoKcuManbHbIX oThenax 6eApeHHbIX KOCTel: ceBa
BMD = 0,621 r/cm?, Z-score: -2,6 SD; cnpasa BMD = 0,603 r/cm?, Z-score = -2,8 SD). Pe3ynb-
TaTbl Y3/ opraHoB 6ptolLHOM NONOCTU 1 MOYeK — B HOpMe; Mo pe3ynbratam Y3U ceppua —
MUHMManbHaa peryprutaumsa Ha TPUKYCnaanbHOM, MUTPANbHOM KflanaHax 1 KnanaHe
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neroyHom aptepun; npu Y3 wWnToBUOHONM Xenesbl — COXpaHAeTCA y3510Boe 06pa3oBaHue
npaBon JONW WMTOBUIHON Xene3bl. ConyTcTByoOLMe 3ab0neBaHnA: XPOHUYECKU N1eno-
HebpUT, XPOHNYECKUI raCcTPUT, TMNepMeTPONUYECKUn acTUrMaT3M, Y310BOI 300.

MauneHTKe peKoMeHAOBaH ANUTENbHbIN Mpuem 6uchocpoHaToB (aneHapPOHOBAA
KNCNOTa NepopasbHO) 1 NIeKAPCTBEHHbIX MPenapaToB KanbLUuA B COYETAHUMN C BUTaMK-
Hom D. Mpu megnumMHCKOM ocMOTpe B AMHaMuKe yepe3 1 rog 5 mecAueB B pesynbTate
NPOBEAEHHOrO JleYeHNs MOoJlyyeHa OTYeTNMBaA MNOJSIOKMTENbHAA [UHAMMKA: 3Hauu-
TeSIbHO YMEHbLUUNCh MblleYyHasa cnabocTb 1 MHTEHCUBHOCTb Goneli B 0651acTy no3so-
HOYHMKa, ynyywmnucb nokasarenn MIMKT no AaHHbIM peHTreHOBCKOW AEHCUTOMETPUN
(BMD L1-L4 = 0,836 r/cm? Z-score = -3,1 SD, B npoKcMManbHbIX oTaenax beapex-
HbIX KocTei: cneBa BMD = 0,647 r/cm?, Z-score: —2,4 SD, cnpasa BMD = 0,635 r/cm?,
Z-score = -2,5 SD), oiHaKo 0TMeYanocb HeYKJIOHHOe NPorpeccrpoBaHe akpooCTeosm-
3a. YunTbiBaa coxpaHeHue nokasatenen MIMKT B npefenax 3HaueHUN, COOTBETCTBYIOLLNX
0CTEeonopo3y, NaLuneHTKe peKoMeHA0BaHO NPOAOIXKMUTb NPOBOAMMOE fleueHmne, obecne-
YNTb KOHTPOJIb AEHCUTOMETPUN B AVHAMUKE.

B Bo3pacte 31 roga BbinonHeHa KT yepena (puc. 4C): oTMevanncb NpU3Hakm ocTeo-
nopo3sa KoCTel yepena, HefoCTaToK occmbmrKaumm WBOB Yepena, nnatnbasma, annasma
no6HbIX Nasyx, rMnomnnasnsa KNIMHOBUAHOM Na3yxu. B Bo3pacTe 36 neT npoBeaeHa nnaHo-
BaA TMPEOUIKTOMMA NO NOBOAY HETOKCMUYECKOrO MHOroy3noBoro 306a 2-1 cteneHu (no
[aHHbIM nocnegyioLiero Mopdonornyeckoro nCCnefoBaHnA AMarHoCTMPOBaHO 3/10Kave-
CTBEHHOE HOBOOOpA30oBaHME WUTOBUAHON »ene3bl). MNaumeHTke NnpoBefeHo crneuvanu-
3MpPOBaHHOE NleyeHe y Bpaya-oOHKosora.

B Bo3pacTe 37 neT nayMeHTKe NpoBeAeHa KOHTPOJbHasA peHTreHorpadpun Kucten u
cTon. Ha peHTreHorpamme kucten (puc. 4F) onpegenanocb paspexeHune KOCTHOro pUCyH-
Ka B anudusax n metagnadpusax GpanaHr nasbLeB U NACTHbIX KOCTEN, a TaKXKe PEHTreHo-
niornyecKkre NpuU3HaKkM akpoocTeosnr3a ANCTanbHbIX GanaHr BCcex nanbLeB 06enx KucTen
(3a ncknoueHvem IV nanbLa neBon KNCTK), UTO CBMAETENbCTBYET O NPOAOMKaloLWeMca
nporpeccrpoBaHmnm akpoocTeonmsa. Ha peHtreHorpamme cton (puc. 4l) otmevanoch pas-
pexeHre KOCTHOIO PUCYHKa B KOCTAX NMPEeANIOCHbI, MOCHbI 1 danaHr nanbues obeunx
CTOM; PEHTreHonornyeckne NPUsHakn akpoocTeonmsa guctanbHon ¢ananrm Il nanbua
NpaBoW CTOMbI C yNoLeHNeM AUCTabHOro oTAena ero oCHoBHol danaHru. Nommmo 3To-
ro, Habnoganncb apTpo3Hble N3MeHeHusA B | niocHedanaHroBbix CycTaBax C Hannunem
KpaeBblX KOCTHbIX pa3pacTaHuil 1 BanbrycHasa gedopmauuma | nanbues obeunx cton. Mpu
MeANLMHCKOM OCMOTPE OTMEUYEHO NPOrpeccrpoBaHmne aedpopmMaLmii MopaKeHHbIX Nanb-
LieB KMCTEN 1 CTON, MPOABAEHUI OHUXOANCTPOPUN.

DeHoTMNNYECKME N PEHTTEHONIOrMYecKre Npr3Haky 3abonesaHna y matepu npobaH-
[a npepacTaBieHbl Ha puc. 4.

babylka npobaHaa no MaTepuHcKon nuHuK (67 nert). /I3 aHamHe3a: HauMHasA C BO3-
pacTta 14 net 6ecnokoaT 601 B 0651aCT NO3BOHOYHMKA, OTMEYAeTCA NporpeccmpyioLlan
fedopmaums nanbLeB KUCTEN U CTOM, UMEIOT MECTO MHOXKECTBEHHbIE NepenoMbl KOCTeN
(k HacToALeMy BpemeHU — 6ornee 20 nepenioMoB), paHHee BbinageHve 3y6oB (c 30 net —
nosiHaa afeHTuA). B Bo3pacte 40 net B CBA3M C BblpaXKeHHbIMK 6ONAMK B CNUHE nauu-
€HTKa HaxoAunacb Ha flieyeHn B TPABMATONIOrMYeCckoM OTaeneHnn obnactHom 60nbHY-
ubl. B xope o6cnenoBaHMA Ha peHTreHorpaMmMax MNo3BOHOUYHMKa OOHapyXeHo, UTo Tena
NMO3BOHKOB B MPYAHOM 1 MOACHUYHOM OTAEenax ynioLleHbl B pa3HOWN CTeneHu, No3BOH-
KM 3HAUMTENbHO MOPOTUYHbI, OTMeYanacb MAATUCMOHAUNNA. PeHTreHorpammbl KUCTeln
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Puc. 4. laHHble MeAULIMHCKOTrO o6cnenoBaHna maTepu npo6aHaa (onnucaHue B TeKkcte): A, B - uepTbi
nuua (B 37 ner); C - KT-ckaHbl yepena (8 31 rop); D — peHTreHorpamma rpyaHOro u NOACHUYHOro
oTAenoB No3BoHoYHUKa (B 29 ner); E, F - ¢poTo n peHtreHorpamma kucrei (B 37 ner); G, | - potomn
peHTreHorpamma cron (B 37 ner)

Fig. 4. Data of the medical examination of the proband’s mother (description in the text): A, B - facial
features (at 37 years old); C - CT scans of the skull (at 31 years old); D - radiograph of the thoracic and
lumbar spine (at 29 years old); E, F - photo and radiograph of the hands (at 37 years old); G, | - photo
and radiograph of the feet (at 37 years old)

418 "Pediatrics. Eastern Europe", 2023, Volume 11, Number 3



KnnHuueckun cnyyvai .
Case Report

BbIABWAN Hannuyme octeonmnsa auctanobHblx gananr I, 1ll, V nanbLes neBon KMCTW, AUCTanb-
Hol 1 cpepHent ¢danaHr Il nanbua npasol KT K Il nanbua NeBON KUCTW; BblParKeHHbI
anndu3apHbIi 0cTeonopos. Ha peHTreHorpamme Yyepena naTosnorMy CoO CTOPOHbI CBOAA
yepena He yCTaHOBNEHO, pOpMa 1 pa3Mepbl TypPeLKOro cefijla He M3MeHeHbI, CMUHKa He-
CKOJIbKO NopoTuyHa. Mo pesynbratam obcnefoBaHUA BbICTaBMIeH AMarHo3: MHOXKeCTBEH-
HasA XoHZpoAncnnasmna. BTopmyHbIi 0CTEOXOHAPO3 FPYAHOrO M MOACHUYHOIO OTAENO0B No-
3BOHOYHMKa, Topakanrus, niombanrus. Ha ¢oHe npoBogmmoro ¢usroTepaneBTNUYECKOro
neyeHns OTMeYaNnocb yMeHbLIeHre 6oneBoro cmHapoma. B Bospacte 40 neT Bpauyom-re-
HeTKOM BepudnLMpoBaH cHAPOM Xangy — YenHw.

B Bo3pacTe 52 net B Xxofe o6cnefoBaHMA Mo NOBOAY 3aKPbITON YepenHO-MO3roBoM
TpaBMbl Npu npoBefeHnn KT yepena n ronoBHOro Mo3ra y nauueHTKW BblBNEHbI MpW-
3HaKu LuepebpanbHOro aTepockneposa c rugpouedanbHbIMU aTPOPUYECKUMIN N3MEHEHM-
AMUK, OCTEONOPO3 KOCTElN CBOAA U OCHOBaHWUA yepena. B 3Tom e Bo3pacTe BbiCTaBfeH
anarHo3: NbC: atepocknepoTnyecknin Kapamocknepos. bnokaga nepegHen BeTsm neBon
HOXKM nyuKa Mca. AHeBpM3Ma mexnpeacepaHon neperopodku. H1. AptepuanbHas ru-
nepTeH3ua 2-i cteneHu, puck 2. B 57 net BbinonHeHa ¢pnebsKToMumA No NoBoay BaprKos-
HOro pacWpPeHnsa NOAKOXKHbIX BEH NMPABON HUXKHEN KOHEUHOCTN.

Cnevunann3MpoBaHHOIO MeANKaMEHTO3HOrO leYeHUs Mo NOBOAY OCTeonopo3a nauu-
€HTKa He nonyyana. Ha npoTaKeHUn nocnefHUX neT y XeHLwurHbl HabnoaaeTca nporpec-
cupytolLiee yKopoueHue 1 yTosLeHWe NanbLeB KUCTEN U CTOM, U3MEHEeHWA HOTrTeBbIX Ma-
CTuH (puc. 5). NMocne nageHna 6ecnokoAT BblipaxeHHble 601K B CNHe, OrpaHnymBatLLme
ee iBUraTenbHyto akTUBHOCTb (BMOTb A0 MOCTENIbHOTO PeXxnma).

B OBbCYXIOEHWUE

Ha ceropgHAWHWI feHb B MeAWLMHCKOWN NuTepaType onmncaHo meHee 100 cnydyaes
cnHgpoma Xangy — YeliHm [3], M Nnwb HECKONbKO CllyYaeB KacalTca 6enopycckon no-
nynauun [36]. KnuHnyeckne nposasneHna cuHgpoma Xangy — YenHn y npefgctaBneHHbIX
naumneHToB BeCbMa pa3HO0b6pa3Hbl 1 CUTbHO BapbMPYHIOT MO AMana3oHy U CTENeHN Taxe-
CTW, faxke Cpefm YIeHOB OHOWN CeMbMU, UTO 3aTPYAHAET PaHHIOK ANArHOCTUKY U Bbi3blBa-
eT onpepnesieHHble TPYAHOCTM B MPOrHO3MPOBaHWM KIMHNYECKOro TeueHns 3aboneBaHus.

Puc. 5. ®oto Kucrei u cton 6abywkn npobaHaa (B 67 ner)
Fig. 5. Photo of hands and feet of the proband’s grandmother (at 67 years old)
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Ta6bnuuya 3

OCHOBHbIE KNNHNYECKNe N peHTreHonornyeckne nposeieHna cuiapoma Xaingy - YeiiHmn y 3 uneHos
OfiHOW ceMbn

Table 3

The main clinical and radiological manifestations of Hajdu-Cheney syndrome in 3 members of the same
family

KnuHuyeckne/peHTreHorpapuyeckne Mpo6anp Matb npo6aHaa babyuwka npo6aH-
npoABneHusn (11 net 4 mecauya) | (37 nert) Aa (67 neT)
AKpoocTeonu3 + + +
BcTaBouHble (BOpMKMEBDI) KOCTU Yepena + (6onee 10) - HeT cBeleHnI
Mnatnbasna - + HeT cBeieHNI
JInuesble 0cO6eHHOCTN + + +
MukporHaTtus + + +
MpexxpeBpemeHHas noteps 3y6os - + +
Mepenombl/aedopmaLiiv NoO3BOHKOB + + +

z(ee;;een:;mu KOCTeln nepudepunyeckoro _ + (6onee 20)
OcTteonopo3s + + +

B npvBefeHHOM HaMK KNMHUYECKOM HabnogeHnn GeHoTUnnyeckmne nposBieHns u
peHTreHonornyeckne AaHHble, BKIOUYas Hanmume ABYX KnoYeBbIX NPU3HAKOB 3abonesa-
HUA, TaKUX KaK NporpeccrpytoLie akpooCcTeonns 1 ocTeornopos, Habnogaemblx y Tpex
UneHOB OJIHOW CeMbW B Tpex NoKoneHuax (tabn. 3), B NofHOM Mepe COOTBETCTBYIOT Ana-
rHocTnyeckum Kputepuam A.M. Brennan n R.M. Pauli [12], uto no3Bonuno grnarHoctupo-
BaTb cMHApoOMm Xamgy — YenHu, HeCMOTPA Ha OTCYTCTBME MOJNEKYNAPHO-TeHEeTNYECKOro
NnoATBep)KAeHUs anarHo3a. MpefctaBneHHoe KiMHMYecKoe HabnogeHne AeMoHCTpUpY-
eT WMPOKMI CEKTP KAMHUYECKUX NPOABAEHUN, GeHOTUMMYECKYI0 U3MEHUNBOCTb U BO3-
pacTHoOe nporpeccupoBaHue 3aboneBaHms.

CnepyeT 06paTUTb BHUMaHKeE, YTO OAVH U3 AMArHOCTMYECKUIA KpUTepueB — BCTaBOY-
Hble (BOpMMEBDI) KOCTU Yepena — He ABNAETCA MaTOrHOMOHWYHbBIM NMPU3HAKOM CUHAPOMa
Xanpgy — YelHu, Tak Kak 4acTo BCTpevaeTca U B 06Leln feTckol nonynauum [37], a Takxke
MOXET MMETb MeCTO MpW APYrnX CKeNeTHbIX ANCMNNa3uax, BKIOYana Npexae BCero Heco-
BepLUeHHbIN ocTeoreHes [38, 39]. B. Cremin ¢ coaBTOpamu Npu N3yyeHnUn HecoBepLUEH-
HOro OCTeoreHe3a BMepPBble BBES MOHATME «3HAUMMbIX» BOPMUEBBIX KocTen [39]. Mpu
3TOM «3HaUUMbIMU» (MO CPABHEHWNIO C HOPMasIbHbIMK BapraHTaMU Pa3BUTUA KOCTEN Ye-
pena) NpeanoXeHo CYNTaTb BCTaBOUYHbIE KOCTU, YMCIO KOTOPbIX Y NaLMeHTa npeBbilla-
eT 10, pa3mep Kaxkol cocTaBnaeT 6osiee 6xX4 MM 1 PacronoXeHbl OHW B BUAE MO3aMKU.
«3HauyMMmble» BOPMUEBBI KOCTU Obli O6HapY»KeHbl BO BCEX CJlyYasx HEeCOBepLUEHHOro
ocTeoreHesa, a Takke NMpu HEKOTOPbIX APYruX CKeneTHbIX gncnnasmax [39]. Takum obpa-
30M, ClyyaiHoe o6Hapy»keHue y naureHTa 6onee 10 BCTaBOYHbIX KOCTe Yepena JOMKHO
HaCTOpa)kKMBaTb Bpaya-KNNHULNCTA B OTHOLIEHWM BO3MOXKHOMO Hannuma y JaHHOro na-
LMeHTa cKeneTHOM ancnnasun. B Hawem HabnogeHnn obHapy»xeHue y npobaHga 13 BcTa-
BOUHbIX KOCTEl ABMAETCS NULb OAHMM W3 SJIEMEHTOB CBOEOOPA3HOMo «KMHUYECKOrO
nasna», KOTOpbIi B COBOKYMHOCTU C APYrMU GeHOTUMMUYECKUMY U PEHTIEHONOrNYeCKU-
MU NPU3HaKamMK NO3BOMAET NPeACTaBUTb LIeNIOCTHYIO KIMHUYECKYI0 KapTUHY CMHAPOMA
Xangy — YelHn.
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B HacTosALee BpemA He cyulecTByeT 3ddEKTUBHOIO cneundryeckoro neyeHmsa CuH-
npoma Xangy — YenHu. Taxenoe, HEyKNOHHO Nporpeccupyioliee TedeHne 3abonesaHus,
COMpPOBOX/aemMoe pa3BuUTUEM OCTEONOPO03a M CYLLECTBEHHO CHIMPKAlOLLee KauecTBO XI3-
HW, B COBOKYMHOCTW C paHee ony6iIMKOBaHHbIM B MEAULMUHCKOW NuTepaType OrMbiToM
neyeHna Apyrux naumeHToB C cuHgpomom Xampy — YenHu [28-32], agnnocb onpegens-
lOLLM [,OBOAOM B MOJNIb3Y Havyana fieyeHuns bruchochoHaTamm Halwmx naymeHToB. MNpume-
HeHne NamMUAPOHOBOW KNCOTbI Y NpobaHAia 1 ero Matepu Cnocob6CTBOBANO YiyULLEeHNo
noka3sarenei MIMNKT, yMeHbLUEHWIO BbIPaXXeHHOCTN PAAA KIUHUYECKIX NPOABEHN 3a60-
neBaHuA, BKMoYaa 60neBo CUHAPOM, OAHAKO, K COXKaneHuto, He NO3BOIUIIO B MOJHOW
Mepe 0CTaHOBUTb NPOrpeccrpoBaHie akpoocTeonu3a.

CvHpgpom Xanpy — YeliHu, Kak 1 MHorve apyrue peakue 3aboneBaHuns, CONPOBOXAa-
eTcA pa3BUTMEM OCTEONOPO3a, YTO AeTePMUHMPYET HEOOXOAUMOCTb BefleHNA Takmx na-
LMEeHTOB MyNbTUANCLUUNNHAPHOM KOMaHAOW CneumnanmcToB B yCIOBUAX CneLmann3npo-
BaHHOro NPoduIbHOro MeAMLNHCKOrO LieHTpa.

B 3AK/TKOYEHUE

OpdaHHble 3aboneBaHUA BCTPeYaTCA pefKo, HO B COBOKYMHOCTU ABAAIOTCA 3HAUU-
MOI NpobneMoi 06LECTBEHHOMO 3pPaBOOXPaHeHUs. B HacToAwee BpemMsa MO MHOMMM
peakum 3aboneBaHUAM JOCTyMNHaA MHGOPMaLMA OrpaHMYeHa, B page ciyyaeB OTCYTCTBY-
€T BO3MOXHOCTb MOMNEKYNAPHO-TeHEeTNYECKOro NOATBEPKAEHNA AnarHo3a, He pa3pabo-
TaHbl MPOTOKOJIbl BeleHNA MaLMEHTOB C TaKOW MAToNOrMen,  MeguUUHCKMe cneuunanu-
CTbl, 6€3yCNOBHO, MOTYT CTONIKHYTbCA C TPYAHOCTAMY B NpoLecce paHHen AUarHoCTUKM 1
nieyeHnn 3Tux 3aboneBaHun.

MpefcTaBneHHbIN B CTaTbe 0630p COBPEMEHHbIX AaHHbIX MO NMpobrieme U COOTBET-
CTBylOLLEE, OJHO 13 NepBbIX ANnA 6enopycckor NonynAaLmmn, onMcaHne KNMHNYeCKoro Ha-
6N0AeHMA CEMbM C UCKIIOUUTENBHO PeAKoN CKeNeTHOW Aucniasnen — CMHAPOMOM Xali-
oy — YenHn noguepKrBaloT 0COBYI0 BaXXHOCTb Y YHUKaNbHOCTb NOJOOHbIX NyOnunkauui
1A MeAVLMHCKUX CreLmanncToB, OCyLWeCcTBAAIWNX BefeHne nauneHToB ¢ opdaHHom
natonoruen.

Kaxkapbll HOBbIV OnNUCaHHbIA cnyyai nogobHoro 3abonesaHnA nprobpeTaeT ocobyto
3HaUMMOCTb, TaK Kak CMoCOOCTBYeT pacLUMpPEHNI0 UMEIOLNXCA 3HAHUA 1 HaKOMAEHWIo
KNMHMYECKOro onbiTa MO JaHHOWM NaTosIoru, YTo B CBOK ouepefb MOBbILAET YPOBEHb
NHPOPMMNPOBAHHOCTM U HACTOPOXKEHHOCTN MEAULIMHCKUX CMELManncToB B OTHOLLEHNN
paHHero BbiABEHMA NOAOOHbIX 3aboneBaHMn Ha NOMYNALUOHHOM YPOBHE, NO3BONAET
ob6ecneynTb OKasaHNe CBOEBPEMEHHON MOMOLLM KOHKPETHBIM NaLieHTaM, CTpadatoLwmnm
TaKUM pefK1M 1 HEYKJIOHHO nporpeccrpyowmM 3abonesaHrem, TeM cambliM ynyyLuas Ka-
YeCTBO »KM3HW NaLeHTa U ero ceMbM.
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