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Pestome. [onocartas octeonatns ¢ kpaHnanbHeiM cknepo3om (M0-KC), Takxxe n3sectHas kak Osteopathia striata with cranial sclerosis,
ABNSAETCA YPE3BbIYANHO PEAKUM FeHETUYeCKMM 3a60neBaHnem, HacneayemMblM N0 NpuHUUNY X-cuenneHHocTn. OHO 6bIN0 BNEPBbIE
onucaHo Voorhoeve n Fairbank n xapaktepuayeTcs cneymduyeckoin PeHTFeHOKOHTPACTHOM BEPTUKANbHON UCYEPYEHHOCTbIO MeTa-
(hn30B ANUHHBLIX KOCTel 1 noas3aowHon koctu. MO-KC npeactaBnser co60i CNoxHoe 3a60neBaHne, KOTOPOE Yalle BCEro BauseT
Ha XXEHLLWH 1 NPOSBNAETCA B paHHeM AeTcTBe. OAHAKO M3-3a CBOEI PEKOCTM U FeTEPOreHHOCTI KIMHUYECKOI NPe3eHTaLMKM TOYHas
anarHocTnka NMO-KC moxeT 6bITb CNIOXKHOA. B 3TOM KOHTEKCTE Ny4yeBas ANArHOCTMKA UTPaeT PeLlatoLlyo poNib B PaHHEM BbISBEHNN,
OLLEHKE TSXKECTN 1 MOHUTOPUHIE NPOrpeccuu 3a60neBaHus.
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Abstract. Osteopathia striata with cranial sclerosis (0SCS) is an extremely rare genetic disorder inherited in an X-linked dominant
manner. It was first described by Voorhoeve and Fairbank and is characterized by the characteristic radiographic vertical striation of
the metaphyses of long bones and the pelvis. 0SCS is a complex condition that predominantly affects females and manifests in early
childhood. However, due to its rarity and heterogeneous clinical presentation, accurate diagnosis of 0SCS can be challenging. In this
context, radiological imaging plays a crucial role in early detection, assessing severity, and monitoring disease progression.
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CyiectByeT 00JIbIII0E Pa3HOOOpa3He HACIICACTBECH-
HBIX U HEHACJIEICTBEHHBIX JUCIIIA3Ui KOCTEH, MHOTHE
M3 KOTOPBIX UMEIOT YHUKAJIbHBIC PEHTTCHOIOTHUECKIE
npu3Haku [2, 5]. HacnencTBeHHbIE KOCTHBIE AMCILIA-
3UHM BKJIIOYAIOT OCTEOMOUKHUIIO3, MOJIOCATYI0 OCTEOoma-
THI0, OCTEOTIETPO3, IPOTPECCUPYIOIYIO0 THa(U3aAPHYIO
JIUCTIIIA3HI0, HACIIE/ICTBEHHBIA PacCeTHHBIN nuaduzap-
HBII CKJIEPO3 U NUKHOAN30¢T03. K HEeHacIe1CTBEHHBIM
JUCIIIA3USIM OTHOCSTCST MEJIOPEOCTO3, UHTpPaAMETyJI-
JIIPHBIN 0CTEOCKIEPO3 U MEPEKPHIBAIOIINECS CUHIPO-
MbI. XOTSl MHOTHE W3 ATHUX JUCIUIA3MH BCTPEYAIOTCS
pPEeIKO, PEHTTEHOJOTH JIOJKHBI OBITh 3HAKOMBI C HMX
TeHETUYECKUMH, KIIMHUIECKUMHU U BU3yaJTU3NUPYIOIIH-
MH TAHHBIMH, YTOOBI MOKHO OBLIO OTIUYUTH KOCTHBIN
CKJIEPO3 OT MPUOOPETCHHBIX MTPUYKH.

B nmanHOIi cTaThe MBI IpeIcTaBIIsIeM 0030 PEIKOTO
HaCJIEJICTBEHHOTO 3a00JIeBaHNs — TI0JI0CATON OCTEO-
TIaTUHU C KPAaHUAJIBHBIM CKJIEPO30M HYeperia ¢ aKIeHTOM
Ha TIAaTOreHe3, KIMHUYCCKUE U PEHTTCHOJIOTHYECKUE
MIPU3HAKHU.

[Tomocaras ocTeomnaTus ¢ KpaHHAITBLHBIM CKIEPO30M
(ITO-KC), nmu cuagpoMm XopaHa—belToHa, SBISETCS
KOCTHOM McIIIazuell ¢ X-CIeIUICHHBIM JJOMUHAHTHBIM
HacJleOBAaHUEM, BBI3BAHHON T'€TEPO3UTOTHBIMU MyTa-
nusiMu B rene AMER 1 (Taxke n3BeCTHOM Kak WTX nnu
FAMI123B) [22]. Buepssle oH Obut onmcan Voorhoeve
B 1924 ronmy u MOXET BO3HHKATh M30JUPOBAHHO HIIH
KaK 4acTh CHHApPOMA. ET0 CBA3B CO CKIEPO30M depera
BriepBhie Obuia onrcana Hurt B 1953 rony [15, 42].

[IO-KC sBasercsa kpaliHe peIKUM HAacCleICTBEH-
HBIM 3a0oneBanneM. J[aHHBIE O PacTpPOCTPaHEHHOCTH
[TO-KC B momymsiiuu OTCyTCTBYIOT, U H3BECTHO TOJb-
KO 0 HEOOJIBIIIOM YHCJIe JIOKYMEHTUPOBAHHBIX CIIy4acB
1o BceMy Mupy [44]. O1ieHUTh TOYHYIO 4acTOTy BCTpe-
yaeMocTu [1O-KC noBosIbHO CI0XKHO U3-3a €r0 PelKo-
CTH ¥ BEPOSTHOCTH HEAMATHOCTHPOBAHHBIX CIyJaeB.

Knunnueckas mpesentarus [10-KC Bxirowaer xa-
pakTepHble (PSHOTUITUYECKUE TMPU3HAKH, TAKHE Kak
Makporedairs, rojJoBHbIE 0OJH, Mapaaud JIUIEBOTO
HEpBa, KOHJYKTHBHAs TYrOyXOCTb, THIEPTEIOPHU3M,
nedopMaIil JTUIEBBIX KOCTEH M COCIEBHAHOTO OT-
poctka [39]. JlomomHUTENBHBIE OCOOCHHOCTH MOTYT
BKJIFOYATh KaTapakty, Ae(opMaiinio IpyauHbl, pa3iBo-
CHUE MMO3BOHOYHHUKA U YMCTBEHHYIO OTCTaJIOCTh.

3a0oseBaHNe OMHUCAHO B PA3IMYHBIX ATHUYECKUAX
rpyImnax, HO TOYHAsl MPEeAPacIoIOKEHHOCTh K HEMY y
OTIPENIETICHHBIX HAPOOB MM PETUOHOB HE YCTAHOBIICHA.

Opnum u3 ocHoBHbBIX npusHakoB [10-KC saBnsercs
BEepPTHKAIbHAS HCYEPYCHHOCTh MeTa(hu30B JITUHHBIX
KOCTEH M MOJB3J0IIHON KOCTU. DTH MOJIOCHI TIPOSIBIIS-
FOTCSI B BHJIC TTapaJUICIbHBIX TOPU30HTATBHBIX JTHHUH,
PacIoNIOKEHHBIX BIOJb MeTadu30B KocTel [28].

VY KkeHIIMH HAOMIONAIOTCS CKJICPOTHYSCKHE UC-
YEPUYCHHOCTH JJTMHHBIX KOCTEH, CKIEpO3 M UYEPerHo-

mureBoi aucMopdusm [18, 32]. V MyxunH umeercs
BBIP)KEHHBIN CKEJICTHBIM CKIIEPO3, Y HUX HET Hcyep-
YEHHOCTH, HO OHM JIEMOHCTPUPYIOT Oojiee TsKEIbIH
(deHoTHI, O0BIYHO CBSI3aHHBIH C TPYOBIMH CTPYKTYp-
HBIMU TIOPOKaMH pa3BUTHS, AcPeKTamMu (OopMHpOBa-
HUS NaTTepHAa U 3HAYUTEIbHOMU Mpe- U MOCTHATAIBHOM
netanbHOCTBIO [31]. Bonee cephe3Hblil BapUaHT C BbI-
COKOM JIETaJbHOCTHIO OTIMYACTCSI HATUYMEM (hOKallb-
HOHM HIepMajdbHOM THUIOIUTA3UU C JePEKTaMH KOCTEH
KOHEUHOCTEH y MYyKUuH ¢ Myrauued WTX u nepena-
yeil X-CLENIeHHOTr0 PelleCCUBHOIO IPU3HaKa.

T'en, BeBbBBarommii 3abonesanue I[10-KC, Obux
unentudumupoBan kak reH WTX (Wilms tumor gene
on the X chromosome) [33]. WTX siBnsiercsi UHTuOu-
TOpPOM Iepefadynd CUrHaioB WNT, KOTOpblE UIPAIOT
BR)XHYIO POJIb B Pa3BUTHM U pPOCTe opraHusma. [en
WTX xommupyetr Oenok, cocrosimuit 3 1135 ammHO-
KucJIOT. OH COMEP)KUT KUCIOTHBIA JoMeH U Tpu APC-
cesm3piBatomux nomeHa (APCBDI1-3). Ha N-kxonme
OeKa HaXOIUTCSl aKTMBHOCTH CBSI3bIBaHUs (ocdonu-
nuoB [PtdIns(4,5)P2]. Ha C-koHie O6emka HaXOAUTCS
B-karenwH-cBs3pIBarOIAA omMeH Gly.

WTX umeer ase dopmbl craiicunra: WTX S1 u
6ornee kopotkuit WTX S2. ®opma WTX SI coxpanser
CIOCOOHOCTH CBSI3bIBAaTh [-KaTCHUH U JIOKAJU3YyeTCs
Ha IJIa3MaTH4ecKol MeMmOpaHe, 4TO SBIISETCS Bax-
HBIM IJIs TIOJABJICHUS Tepenadn curHaioB WNT [24,
45]. B To xe Bpemsa ¢opma WTX S2 ne obnagaeT Ta-
KO JIOKaJu3alueil U He 3aluilaeT OT pa3BUTUs 00-
JIE3HU. DTO yKa3bIBAeT HA TO, YTO aKTUBHOCTb WTX S1
Ha IJ1a3MaTHYeCcKOi MeMOpaHe SIBIISETCS] KpUTHUECKON
JUIs perynainuu curnanos WNT.

WTX-nporenn perynupyet nytb Wnt/pB-xareHuHa,
KOTOPBIM UTpaeT Ba)KHYIO POJIb B PEryJAlUU KJIETOY-
HOTO pocra, mponudepannu U AUPPepeHIHAINH.
B HopmanbHbIX ycioBuax WTX B3auMOIEUCTBYET C
dochomnporennom Dishevelled (Dvl), Gmokupys ero
AKTUBAIMIO W TOJIABJISsl CUTHANIM3aIuio myTd Wnt/B-
KaTeHWHa. OJTO MPHUBOAUT K CHI)KEHUIO aKTHUBAIUU
B-xaTeHMHAa W YMEHBUICHHIO €ro TPAHCIOKAaLUU B
AP0, TJI€ OH BBIIIOJIHIET CBOM (DYHKIIMU B TPAHCKPHII-
IMOHHOW akTHBanum [27, 35].

Mytauuu B reHe WTX MOryT IpuBOIUTH K PyHKIINO-
HanbHOU morepe WTX-mpoTenHa WM €ro M3MEHEH-
HOW aKTHBHOCTH. DTO MOXET HapyIIUTh HOPMaJIbHYIO
perymsimuio myta Wnt/B-kaTeHUHA, 9TO MOXET ITPUBO-
TUTh K Pa3IUYHbIM TAaTOJOTHYECKUM H3MEHEHUSM B
pasHbIX TKaHsAX. B HopmaneHBIX ycnmoBusax WTX-Oe-
JIOK CBSI3BIBAETCS C OeTa-KaTeHWHOM U IOMOTAET MO-
JABISITh aKkTUBauio mytn Wnt/B-karenuna [14]. On-
HAKO B IIPHUCYTCTBUH MyTaruii B rene WTX, pyHkuns
penpeccopa WTX-0enka HapyIIaeTrcs, 4To MPUBOIUT
K HEMpPaBUJIBHON aKTHBALMKM CUTHAJILHOTO myTH Wnt/
B-kaTreHuHa.
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AKTHBalUMsg CUTHAIbHOro mnyTH Wnt/B-kareHnHa
BBI3BIBACT M3MEHCHHS B HKCIPECCHM T'€HOB, CBS3aH-
HBIX ¢ POCTOM U nuddepeHIaieil KIeToK, a TAaKKe ¢
YPOBHEM aronTo3a u nNpoiudepaniuu. ITH MOJICKYISP-
Hble U3MEHEHHUs BIMSIOT Ha pa3BUTHE KOCTHOUN TKaHU
W MOTYT NPHUBOAUTH K TUHHYHBIM (DEHOTUITHYECKUM
ocobernoctsM [10-KC, Takum xak mojocaras ucdep-
YEHHOCTb KOCTH U KOCTHBIH CKJIEPO3.

Ces3p Mexay myTtauusmu B rene WTX u I10-KC
Obuta ycranosieHa B 2000 roay. beuio oOHapyxeHo,
4T0 y 6onpummrHcTBa nanuentos ¢ [10-KC nmerorcst re-
HeTuveckue nedekTsl B rene WTX. DTn MyTanuu Mo-
ryT ObIThb MO0 HACIEICTBEHHBIMHU, NEPEAABAEMbIMHU
o X-xpomocome, JJH00 BOSHUKAIOIIMMH CTIOHTaHHO B
paHHEeM SMOPHOHATBEHOM TEPHOJIE.

UccnenoBanuss Ha MOIENSAX MBIIICH IOKa3allH,
gro WTX-0emok BbeIpaxkaeTcss B SMOpPHOHAITBHBIX
CTBOJIOBBIX KJI€TKaX, HEHPOHHBIX KJIETKaX, OCTEO-
OnmacTax W JAPYTrUX KIETKaX, CBS3aHHBIX C Pa3BUTH-
€M M pereHepanueil TkaHed. DTo yKa3blBaeT Ha Baxk-
HocTh WTX-0enka B HOpMaJIbHOM Pa3BUTHH U (PYHK-
LIUN ITUX KJIETOK.

Uzyuenwue >¢dexroB mytanuii B rene W7TX Ha reH-
HYI0 DKCIIPECCHI0 M DJIHUIeHETHMYECKHE MEXaHU3MBI
TaK)Ke SIBIAETCA Ba)XKHBIM aCHEKTOM HMCCIEI0BaHUS
[TO-KC. Myrtauuu B rene WTX MOryT mpUBOIUTH K
N3MEHEHHUIO 3KCIIPECCUU TeHOB, CBA3aHHBIX C POCTOM,
nuddepeHnuaniei u anonTo3oM kietok. OHU Takxke
MOTYT BJIMATH HA 3MHUIE€HETHYECKHE MEXaHW3MbI, Ta-
kue kak merunupoBanue JHK u momudukanuu ru-
CTOHOB, KOTOPBIE PEryJUPYIOT JOCTYIHOCTh TEHOB IS
TPaHCKPUIILIHH.

PaGora, omyOnukoBaHHas B KypHaie «Bone» B
2017 ronmy, mpoBesa UCCIeIOBAaHUE HAa MBIIIMHOW MO-
nenu ¢ mytarueit WTX, 91o0bl n3y4uth 3PpPeKxTs My-
TalUM Ha KOCTHYIO TKaHb U BBIICHHUTDH CBSI3b C Xapak-
tepHbiMU nipu3Hakamu [10-KC.

Uccnenosareny co3faaln MBIIIHHYIO MOJIEINb, B KO-
Topoii reH WTX Obul yaaneH Wid MyTHPOBaJ, 4TOOBI
WMHUTHPOBATh MyTallld, HAaONI0AaeMble y TTALlUEHTOB C
ITO-KC. 3arem oHM mipoBeNW aHAIN3 KOCTHOW TKaHU y
9TUX MBIIIEH, YTOOB! OIIEHUTHh CTPYKTYpHBIE U (DyHK-
LMOHAJIbHbIE U3MEHEHMUS.

B pesynbrare uccienoBaHusi ObUIO OOHApYKEHO,
YTO MBIIM ¢ MyTauued WTX uMmenu yBEIMYECHHYIO
IJIOTHOCTh KOCTH M KOCTHBIM CKJIEPO3. ITO OBLIO TO-
TBEPXKJIEHO C IMOMOIIBI0 PAa3IUYHBIX METOOB, BKIIIO-
Yasi PEHTTCHOBCKYIO MHKpOTOMOTpaduio, Mopdome-
TPUUECKUN aHaIM3 U OMOXMMHUYECCKUE HCCIICTOBAHUS
KOCTHOM TKaHU. YBEIMYEHHas IUIOTHOCTh KOCTH H
KOCTHBIH CKJIEpO3 COOTBETCTBYIOT XapaKTePHBIM IPH-
3nHakam [10-KC y mromeit [30].

JIONIOJTHUTENBHO UCCIe0BaTEeNIn OOHAPYKUIIH, YTO
MBIIIM ¢ MyTauued WTX uMmenu HapylUIeHUsl B aKTHUB-

HOCTH 0CTE001aCTOB — KJIETOK, OTBEYAIOINX 33 CHH-
T€3 U PEeMOIEIMPOBAHUE KOCTHOM TKaHHU. JTO OBLIO
CBSI3aHO C YBEJIMYEHHOM MpOAYKIMEH KOCTHON MaTpu-
IBI, YTO CITOCOOCTBOBANIO YBEIWYEHHUIO MIIOTHOCTH KO-
CTH U (HOPMHUPOBAHUIO KOCTHOTO CKJIEPO3a.

JlonosnHUTENbHBIE HCCIIE0BaHUS BBIIBUJIM, YTO
MyTauuu B reHe WTX Takke MOTYT BIUSATh Ha APYTrHe
MOJIEKYIISIDHBIE MEXaHU3MBl, TaKHE KaK CHTHAJIBHBIC
nytu BMP/TGF-3 u Notch, koTopsie UrparOT poJib B
Pa3BUTHH U PETYJSLUHU KIETOK B OpraHuszMe. JTo yKa-
3bIBaeT Ha OoJiee MIMPOKHIA CIEKTP BIMSIHUS MyTalui
B reHe WTX Ha KIETOUHBIE U MOJEKYJSIPHbIE MPOLIEC-
CBHI.

Kpome Ttoro, uccnenoBanusi nokasanu, yro WTX-
0eJI0K B3aMMOJCHCTBYET C IPYTUMH O€lIKaMu, TaKUMH
Kak JI-kaTeHrH, 1 MOXeT ObITh BOBJICUCH B PETYIISLIUIO
KJIETOYHOW aJre3WH M CBSI3aHHBIX C 3TUM IPOLECCOB.
OTo mpenamnonaraeT, YTo MyTanuu B rene WTX moryt
BJIMATH HA KIIETOYHBIE B3aMMOJEWUCTBUSA U CTPYKTYp-
Hble U3MEHEHUS B TKAHAX.

ITarorene3 I10-KC BkitoyaeT HE TOJBKO HU3MEHE-
HUSl B KOCTHOM TKaHHU, HO TaKKe MOXKET OBITh CBSI3aH
C HapylUIEHUEM Pa3BUTHS XPALIEBOU TKaHU. XpsilieBas
TKaHb UT'PAET BAKHYIO POJIb B JOPMHUPOBAHUH CKEJIETa
B IIpoliecce dMOpuorenesa u pocra [16].

OnHO M3 TaKMX MCCIENOBAaHHM, OMyOJMKOBAaHHOE
B xypHanme «Developmental Biology» B 2018 romy,
HCIIOJIB30BAJI0 MBIIIMHYIO MOJENb ¢ Mytauue WTX,
9YTOOBI U3YUUTh posib WTX B pa3BUTHH XPsIIEBOH TKa-
Hu. HccrnenoBarenn oOHApYy UM, YTO MBILIM C MyTa-
nuedr WTX nmenn nedexTsl B pa3BUTHH XPsIla HOCA,
YIIHBIX PAKOBUH U XPSILIECH B APYIHX YacCTAX Teaa. ITO
yYKa3bIBa€T Ha TO, 4To WTX urpaer BakKHYIO POJib B
HOpPMAaJIbHOM Pa3BUTHH XPSIIEBON TKaHU.

[pyrue uccnenoBaHus TakXkKe NOATBEPKAAIOT CBA3b
MEXy MyTalusMu B reHe WTX u HapyllIeHUsIMHU pas-
BUTHUS XPAMIEBOW TKAaHU. DTH HAPYIICHUS MOTYT BIIH-
ATh Ha (OPMHPOBAHUE XPALICBBIX CTPYKTYp B paz-
JUYHBIX YaCTAX Tella, YTO MOXKET NMPUBOJUTH K Xapak-
TepHbIM KIMHHYeckuM mpusHakam [10-KC, Bxirouas
nedopmarny HOoca U ymiei. HekoTopsie ncciaeoBanms
MOKa3ajy HaJIMYie U3MEHEHHUH B Pa3BUTHH XPSIIEBHIX
CTPYKTYp, TaKMX KaK CIIyXOBbI€ KOCTOYKH M XPSAIIH
BHYTpPEHHero yxa, y mauueHtos ¢ I1O-KC [17]. Oro
MOXET OOBSICHATH HAJIWYHE CIYXOBBIX M ayIUTHBHBIX
HapyILIEHUH, KOTOPbIE YacTO HAONIOAAIOTCS y 3TUX Ia-
ueHToB (puc. 1).

Pentrenorpadusi sBIsSETCS OCHOBHBIM METOIOM
IUIsl BU3yalld3alluu CKeJeTHhIX u3MeHeHuil npu [1O-
KC. Ona mo3BoisieT OUEHUTh TUIOUYHBbIE MPHU3HAKU
[TO-KC, Bxmrouass BEpPTHKAJIBHYIO HWCYEPUEHHOCTD
TpyOUaThIX KOCTEeH M KOCTHBIN ckiiepos [11, 20, 38].

Kommrerotepnast tomorpadus (KT) Taxke moxer
UCIIOJIB30BAaThCsl AJISl TOMydeHHUs: Ooiee JIeTalbHBIX
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Puc. 1. [eBouka, 11 jet. Ha ¢ppoHTa/ILHON peHTreHOrpamMme
0TMe4aeTcsl BePTHKAIbHAS HCYePYEHHOCTh B MeTa-
¢uszax kocreii Oepa M rojeHd, BHAHbI BepPTHKAJb-
Hble PEHTTeHONpPOo3payHble MOJIOCHI, HAYyIIHe BI0JIb
nuadusza

M300paKeHUI KOCTHBIX M3MEHEHUN, 0COOCHHO B 00J1a-
ctu uepena (puc. 2) [9].

Hpyroit xapaxrepuctukoit [10-KC saBnsercs ckie-
po3 ueperma [40]. OH HPOSBISICTCS YTONIICHUEM U
VIUIOTHEHHEM KOCTEH dYepema, 0coOEHHO B 00jacTu
OCHOBaHHMSA ueperna. ITO MOXKET NPUBECTH K M3MEHe-
HUIO (OPMBI Ueperna, YTO MOKET ONPEeIeNIAThCS Ha Kpa-
Huorpammax. CKiIepo3 MOXKET TaKKe OKa3bIBaTh BIIHUS-
HUE Ha pa3BUTHE MO3Ta U HEPBHBIX CTPYKTYp (puc. 3).

[Tonocarast ocTeonarusi MOKeT OBITH OOHapyKeHa
YK€ B paHHEM JICTCTBE M OCTACTCsS BUAUMOW Ha PEHT-
TeHOBCKHMX CHHUMKaX Ha MPOTSHKEHUHM BCEH JKM3HU Ta-
nreHTa. JlomoNHUTENBHO MoIocaTasi OCTEONnaTusl Mo-
JKET COTMPOBOXKIATHCS JAPYTMMHU CKEJIETHBIMU U3MEHe-
HUSIMH, TAKUMH KaK SMupU3apHas TUCTUIa3usl, CKOIHO03
nmu kudockonmos [33].

Kpome pentrenorpaduu mis Oonee meTalbHOU
OILEHKM M3MEHEHUW KOCTHOW TKaHW MOTYT HUCIOJIb30-
BaTbCsl IPYTHE JIy4YEBbIC METOJIBI, TAKUE KaK KOMITBIO-
tepuasi tomorpadus (KT) m mMarHMTHO-pe30HaHCHas
tomorpacdus (MPT). KT u MPT no3BoSIOT MOJTY4YUTh
OoJree BBICOKOE paspelieHnue N300pakeHNH U JeTaTu-
3alMI0 CTPYKTYP KOCTEH M TKaHEH, YTO MOXKET OBbITh

T10JIE3HO MPU OIIEHKE TSKECTH U PacpOCTPAHEHHOCTH
3a0oseBanus [19].

Ha KT-u300pakeHUsIX MOJKHO 3aMETHTh YTOJIIIECHUE
BHCOYHBIX KOCTE€HM, OCOOCHHO B 00JaCTH OCHOBAHMS

Puc. 2. [leBouka, 11 ner. KomnbotepHas ToMmorpadgus B KOpOHAPHOH M CATUTTAJIbHOI MJIOCKOCTSX IeMOHCTPUPYET MPOA0JIb-
HBbI€ M0JIOCHI B MeTau3ax OepeHHOl 1 001b1Ie6epLHOBOIi KOCTeil
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yeperna. JTO YTOJIIEHHUE MOXKET OBITh pPE3yJIbTaTOM
IJIOTHOTO CKJIEpO3a U U3MEHEHUH B KOCTHOW CTPYKTY-
pe. B pe3ynbrare yToNIIEHHs] BACOYHBIX KOCTEH U Ipy-
TUX CKEJIETHBIX M3MEHEHUH dYeper MOXKET Ipuoope-
TaTh U3MEHEHHYI0 (popMy. DTO MOXKET MPOSBIATHCS B
pacUIMpEeHUH BHCOYHBIX KOCTEW WM B o0miei nedop-
Maruu deperna. Y manueHToB ¢ [IO-KC moryT ObITH

BBISIBJICHBI Pa3JINYHbIE aHOMAJIMH CIYXOBBIX KOCTOYEK,
BKJIIOYAs yTOJNIIEHUE Win ykopoueHue (puc. 4). Cyxe-
HHE€ BHYTPEHHETO CIIyXOBOTO IMPOXOAA — 3TO OJHA W3
XapaKTEepHBIX aHOMAaJINH, HAOIIOAAEMBIX Y MaleHTOB
¢ [10-KC. CyxeHne BHYTpPEHHETO CIyXOBOTO MpoXoaa
MOXkeT ObITh Bu3yasnnzupoBano npu MPT u cBszano ¢
M3MEHEHUSMH B CITyXOBBIX KOCTOYKAX.

Puc. 3. JleBouka, 11 ser. IIpsmas 1 00KkoBasi KPAaHHOIPAMMBI IEMOHCTPHPYIOT CKJI€PO3 OCHOBAHHUS € THIIEPOCTO30M JIOOHBIX

KOCTeil

-

Puc. 4. JleBouka, 11 jer. KomnblorepHas Tomorpapus. «KocTHoe 0KkHO» B aKCHAJILHON U CarUTTAJIbHOI I10cKOCTAX. OTMeYa-

eTCsl BbIPAXKEHHBIIl CK1epo3
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ITomumo m3meHeHmii B Buco4yHbix koctsax, KT mo-
JKET ITOKa3bIBaTh Je(hOpMaIUH B KOCTSIX JTUIIEBOTO CKe-
meTa. JTO MOXKET BKIIOYATh YTONIIEHUE KOCTEH IIEK,
HOcCa, MoadopoaKa U Ipyrux odmacrei (puc. 5) [16].

IIpu Bemonuenuun MPT Takke MOXKHO BBISIBUTH
CKJIEPOTHYECKHE H3MEHEHHUS IO3BOHKOB, pedep, Bu-
COUYHBIX KocTeit [37].

B 11es10M 1010BHOM M CIMHHOM MO3T Yy TIAIIMEHTOB C
[T1O-KC 06b14H0 pa3BuBaeTCs HOPMAJIBHO 0€3 BBIsBIIE-
HUSl 3HAYUTEIbHBIX aHOMAJIHI WU IePeKToB (puc. 7).

AHoOManuu rojioBHOro Mmo3ra, cesa3anusie ¢ [10-KC,
OOBIYHO HE SBJISAIOTCS XapaKTePHBIMH W CIyXaT Jo-
TTOJTHUTEIIEHBIMU HaOMIoneHusIMU (puc. 6).

[Momumo kinaccuueckoit popmbl Osteopathia striata
with cranial sclerosis (OSCS), onuceIBaroTcs u 1pyrue
(hopMmel 3TOTO 3a00NeBaHM [6, 41]. HexoTopsle U3 HUX
BKJIFOYATOT!

» Osteopathia striata with cranial sclerosis and
intellectual disability (OSCS-ID). Ota dopma T10-
KC xapakrepusyercsi, OMHMO CKEJETHBIX H3Me-
HEHU W YEepermHOro CKJepo3a, TaKKe HaJndueM
WHTEIUIEKTyaJbHON HEJO0CTAaTOYHOCTH. JTO MOMKET
MPOSIBIISITECSL  PA3IMUYHBIME CTEHCHSMH  3aJICPIKKU
YMCTBEHHOT'O Pa3BHTHsI, ICHXOMOTOPHBIMH HapyIie-
HUSIMH | JIPYTUMH PU3HAKAMH WHTEIUICKTYaIbHOTO
nedexTa.

e Focal dermal hypoplasia-like phenotype with or
without Goltz syndrome (FDH-like with or without
Goltz syndrome). Ota ¢popma [10-KC nposBnsieTcs
BHEIIHUMU MPU3HAKAMH, CXOJHBIMU C (HOKATBHOM
nepmanbHO# Tunorutaszueit (FDH) wnm cuanpoMom

lombua (Goltz syndrome). Britouaer B ce0st n3me-

HEHHS Ha KOXKE, CIM3HCTBIX 000JI0YKaX, HOTTSIX U

JIPYTHX TKaHSX, a TaKXKe CKeJIETHbIE aHOMAaJIUU U

YEpEenHOH CKIIEpPO3.

* Mild skeletal dysplasia with or without intellectual
disability (OSCS-MILD). Orta ¢opma xapakrepu-
3yercsi Ooyiee MATKUMH CKEJIETHBIMH HM3MEHECHH-
SIMHU, KOTOPBIE MOTYT OBITh MEHEE BBIPAKCHHBIMHU
[0 CpaBHEHUIO ¢ Kiaccudeckoi dopmoit [10-KC.
HeKOTOprC ManUCHTBI TAKXKXC MOI'YT UMETb UHTCII-
JIeKTyalbHblE HapylLIeHUs, HO ¢ Oonee JErKUMHu
MIPOSIBICHUSMHU.

BaxxHO OTMETHTH, YTO KIacCH(HKAIMS U HOMEH-
kiarypa paznnasbix Gopm [10-KC moryT ObITh CyOB-
EKTHUBHBIMH U MEHSTHCS C Pa3BUTHEM HAy4HBIX 3HAHUH
U uccienoBanui [4, 8, 13, 23].

IIpn muddepennnansHoli muarnoctuke I[10-KC
HCO6X0)II/IMO YUUTBIBATh CJICAYIOIINE HACIICACTBCHHBIC
3a00JIeBaHuUs CKEJIeTa U COCTOSIHHUSI.

Cknepocmeo3z (ocmeonempo3) — OTO PEIKOE
reHeTH4YecKoe 3a0oJeBaHUe, XapaKTepu3yroleecs
YTOJIIEHUEM W MOBBIILIEHHOW IIOTHOCTBIO KOCTEH.
[Ipu cknepocTeo3e Takke HAOIIONAIOTCS M3MEHEHUS
B CTPYKTYype KOCTEW W uYepera, 9TO MOXKET CO3/1aBaTh
cxozacto ¢ [10-KC. Oana u3 ¢popm ocreonerposa, u3-
BECTHasi KaK ayTOCOMHO-PEIeCCUBHBIN OCTEOINeTpo3
(ARO), MoOXkeT WMeTh HEKOTOPBIC KIWHUYECKUE H
paaroIoTHYeCKUe IPU3HAKH, KOTOpble cXoaHbl ¢ [10-
KC. O6a 3a0oneBaHust MOTYT MPOSIBIATHCS CKIEPO30M
KOCTEW uepemna, IVIOCKUM JINLIOM U JPYTHMHU H3MEHe-
HUSIMH CKeJIeTa.

Puc. 5. JleBouka, 11 set. MPT. BeipaikeH ck/1epo3 B 00JIaCTH BUCOYHBIX KOCTeil HA KOPOHAPHBIX H300paKeHNsAX, a TAKKe CKJIe-
PO3 3aMBbIKATeIbHBIX IVIACTHH MO3BOHKOB, OCTHCTBIX OTPOCTKOB. OTMeuaeTcsl HapylleHUe CTATUKH B Bue ¢popMupo-
BaHus KudoTnyeckoii 1epopManuy MO3BOHOYHHKA ¢ Cy’KEHUEM NMO3BOHOYHOro kaHaja Ha yposHe C;—Cy 10 9 Mm
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Puc. 6. JleBouka, 11 ser. MPT. Ha carutranbubix T1-u306pa-
JKEHHSIX MOXKHO YBH/eTb JHCICHE3HI0 MO30/IHCTOrO
Tesla B BUJe OTCYTCTBUS IH((epeHINPOBKH BaluKa
(cTpeaka). BelsiBisieTcsl TaK#ke NATOJOrHYecKoe 00-
pa30BaHUeE C BBICOKUM COAeP:KaAHHEM KHpPa B 00/1acTH
00X0/IHOI LMCTEPHBI CIpaBa (IYHKTHPHAsS CTPeJIKa)

A

Puc.7. [leBouka, 11 ner. Ha akcuanpHoii npoekuun KT na
ypoBHe C, m03BOHKA ompe/e/seTcsi He3apalleHue Me-
peaHeii (crUIOLIHASA CcTpeJKa) M 3aJHell (MyHKTUPHAS
crpeka) ayr C, no3BoHKa, acHMMeTpHsl 1HaMeTPOB
KOCTHBIX KaHAJI0B NMO3BOHOYHBIX apTepuii, D < S (xo-
pOTKas cTpeJiKa)

Onnako cymectByroT pazmuuaus mexay [10-KC u
OCTEOTETPO30M, KOTOPBIE MOT'YT ITOMOYb B TU(depeHIu-
aJbHOM JuarHoctuke. Hampumep, y naliueHToB ¢ 0CTE0-
MeTpo30M OOBIMHO HaOIIOJAaeTCsl yBENUYEHHUE IIOTHO-
CTHU BCEX KOCTEH CKeJIeTa, BKII04ask [I03BOHOYHUK, TOTa

kak y I10-KC u3MeHeHUs] CKOHIIEHTPUPOBAaHbI Ha Me-
tau3ax JUIMHHBIX KOcTel u yeperne. Kpome toro, my-
Tallid Pa3InYHBIX T€HOB MOTYT OBITh OTBETCTBEHHEI
32 BO3HUKHOBEHHE 3TUX JIByX 3a00JIeBaHUH.

QDuoposnaa oucnaazua Kocmeil — 3TO XpOHUYIE-
CKOE HacleICTBeHHOE 3a0o0JieBaHKE, KOTOPOE MPHBO-
JUT K U3MEHEHUSM B CTPYKTYpe KOCTEH, BKIIOYas UX
yTONIIEeHUE U AepopManuio. Y HEKOTOPHIX IMalleHTOB
¢ [IO-KC wmoryT Habirofarscsi 4epThl, cxoxue ¢ (u-
Opo3HOI TUCIUTa3ueit KocTel.

Ocmeozenes necosepuiennwtiit muna I u muna 11—
9TO HAaCIJIeJICTBEHHBIE 3a00JIeBaHUS CKeleTa, Xapak-
TEPU3YIOIINECS JOMKOCTBIO KOCTeH W M3MEHEHHSIMHU
B CTpyKType ckenera. Y mamumeHTtoB ¢ [10-KC moryt
OBITh CKJICPOTHYSCKHE WM3MEHCHHUS KOCTEH, KOTOpHIC
MOTYT BBI3BIBAaTh CXOJICTBO C HECOBEPIIEHHBIM OCTEO-
TEHE30M.

IIpn pacmmpeHHOM aHallM3e PEeIKUX BapHAHTOB M
CXOIHEIX 3a00neBanmii, css3aHubix ¢ [10-KC, Obu10 BLI-
SIBJICHO HECKOJIBKO 3a00JIEBAHUH, KOTOPBIE MOT'YT UMETh
CXO/IHbIC KIIMHUYECKHE W TCHETHUYECKHE XapaKTepu-
CTUKHA. Ba)XKHO OTMETHTH, UTO TH 3a00JIEBaHHUS MOTYT
MMETh OTINYHS B TaTOTEHE3€, MPOSBICHHSIX U IIPOTHO3E.

@Dokanvnaa oepmanozunepnaaszus (longdbepra—
[peiiepa CHHIPOM) — OSTOT PEAKUN TEHETHYSCKUI
cuHApoM oOycioBleH MyTanusmMu B reHe PORCN,
KOTOPBIIl UTpaeT BaXHYIO POJIb B CHUTHAJHHOM ITyTH
WNT. OcHoBHBIMH XapakTepucTHkamu lomndepra—
[peitepa cunapoMa SBIAIOTCS U3MEHEHHUS Ha KOXKe U
TUNEpIlIa3usl TUIOACPMATbHBIX CTPYKTYp. llamuenTst
C 9TUM CHHAPOMOM MOTYT UMETh MHOXECTBO KO)KHBIX
aHOMaJMii, BKIIOYAsl THIEPIUTMEHTAINIO, THUIIOIHNT-
MEHTALUIO, TUIEPTPOPHIO, TEMAHTUOMBI U (PUOPOMBI.
HutepecHo TO, UTO y HEKOTOPHIX MalMeHTOB ¢ lona-
oepra—lllpeitepa cuHApOMOM Takxke ObUTH OOHApY-
JKEHBI TPU3HAKH TOJI0CATON MCYEPUEHHOCTH KOCTH
KOCTHOTO CKJIEpPO3a, YTO MOJYEPKHUBAET CBSI3b MEXKIY
stumu 3a6oneBanusamu u [10-KC [43].

OmHO W3 HWCCIeA0BaHUM, OMYOIIMKOBAHHOE B JKYP-
Hane «American Journal of Medical Genetics», onu-
chiBaeT ciydait manmeHTa ¢ lommbepra—lllpeiepa
CHHIIPOMOM, Y KOTOPOTO TaKXe OBLIN BBISBICHBI TIPH-
3HAaKU TOJI0CATOM MCUEPUEHHOCTH KOCTH U KOCTHOTO
ckieposa. JlanbHeHIIUN TeHEeTUYECKU aHaIu3 BbI-
saBuaI MyTauuio B reHe PORCN, 4Tto MOATBEpXKAAECT
CBA3b MEXIy JTUM T€HOM W BO3HHKHOBEHHEM CKe-
JEeTHBIX m3MeHenndl, Tunuaaeix s [10-KC. TTomo6-
HbIC HaOJIFOJICHHUS TOBOPAT O BO3MOXKHOW OOIIeH ma-
TOTEHEeTHYeCKoi ocHOBe Mexay [ onnoepra—Illpetiepa
cuanpomoM, [10-KC u cBsI3aHHBIMH C HUMH TCHETH-
yeCcKUMH MexaHusMamMi. OqHako HEOOXOIMMBI Tailb-
HEHIIne MCCaeOBaHUs, YTOOBI MOJTHOCTBIO pPasbsic-
HUTH MOJICKYJISPHBIC U MAaTO(PU3NOIIOTHUSCKUE CBS3U
MEXIY STUMHU COCTOSHHUSIMH.
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K coxanenuto, mogpoOHbIe UCCIIETOBAHMUS, CBSI3bI-
Batomne [onnGepra—lllpeiiepa cunppom, I1O-KC u
MyTanuu B reHax WTX nu PORCN, Bce elie HaxOmsT-
ca B paHHe# craauu. HecMoTps Ha 3TO, UMEIOIIHUECH
JTaHHBIE MPEIOCTABIIAIOT HEKOTOPOE MOHUMAaHUE CBA3H
MEX]y STUMH 3a00JIeBaHUSIMHU.

Cunopom Anvopuxma — >3TOT peAKUN TeHETUYE-
CKMI CHHAPOM XapaKTEpU3yeTCs MHOYKECTBEHHBIMU
BPOXKJACHHBIMH aHOMAJHUSAMH, BKIIOYAs TOpaKeHHE
CKelleTa, KOCTHbIe AedopMaiuy, aHOMaIuu 4Yepena u
auna. OTOT CUHAPOM MOXKET MPOSBISTh KIMHUYECKUE
npusHaku, cxogusle ¢ I10-KC, Ho, B otuune ot I10O-
KC, o0b19HO HE CBSI3aH ¢ MyTausaIMu B rene WT.X.

Baxxno oTrmMeTuTh, UTO XOTS CHUHAPOM ANBOpUX-
Ta MOXET UMETh CXOJHbIe KIMHUYECKHE MPU3HAKU C
[10-KC, nx renernueckune ocHOBBI paznuuHbl. [I0-KC
00yCJIOBJIEH TeHETHYECKUMHU MyTalusiMu B rerne WTX,
KOTOPBIA UI'PAET POJb B CUTHAJIBHOM Iyt WNT, TOr-
Jla KaK CHHAPOM ANbOpHXTa CBs3aH C IPyTUMH T'eHe-
TUYECKUMH U3MEHEHUSIMH, KOTOPbIE MOTYT 3aTPOHYTh
pa3JIMYHbIC TeHbI U CUTHAJbHBIC yTH, OTBETCTBEHHBIE
3a HOPMaJIbHOE Pa3BUTHUE CKEJIETA U IPYTUX OPraHOB U
TKaHed. MexaHu3Mbl, IPUBOJAILME K PA3BUTUIO CUH-
npoMa AJbOpHXTa, 10 CHX MOp HE MOJHOCTHIO H3yde-
HBI, ¥ JJIs TTOJIHOTO TTIOHMMAHUS 3TOTO COCTOSHUSA Tpe-
OytoTcs 6oree mopoOHBIEe NCCIIETOBAHMS.

bapoe—buona cunopom — 310 pelKuil reHeTuye-
CKMI CHHJPOM, KOTOPBII XapaKTEpHU3yeTCsl MHOXKECT-
BEHHBIMH aHOMAJIMSIMH, BKIIIOUasl TOPAKEHUE CKeJeTa,
HapyLICHUs 3PEHUS, OXUPEHUE, HHTEIUICKTyalbHbIC
HapylieHns W HapylieHns (QyHKIuH modek. Hekoro-
pble manueHTsl ¢ bapae-bumis cuHapoMoM MOTYT
TaKKe UMETh KIMHUYECKHe PpU3HaKu, cxoansle ¢ [10-
KC, takue kak mosnocaras HMCUEPUEHHOCTb KOCTH H
KOCTHBIH CKIEpOo3.

I'enetnueckass ocHoBa bapne-bumis cunapoma
CBfI3aHA C MYTAMSIMHM B PA3UYHBIX TE€HAX, BKIOYAS
BBSI, BBS2, BBS4, BBS5 u np. DTH TeHBI UTPaIOT
poib B (opMHpOBaHWU M (YHKIHOHUPOBAHHH KJie-
TOYHBIX CTPYKTYp, TaKHX KaK IIEHTpocoMma u 0a3alb-
HOE TEJbLE, KOTOPhlE MMEIT BAXKHOE 3HAUCHHE JIA
HOPMaJBHOTO Pa3BUTHS CKeJIeTa U JAPYTUX OPTraHOB H
tkaHed. Cunapom bapae—bumns u [10-KC cxonnsl B
HEKOTOPBIX KIMHUUYECKHUX MPOSIBICHUAX, BKJIIOYas I0-
pa)KEHUE CKEJIeTa, OJHAKO OHU MMEIOT Pa3/InyHYO re-
HETUYECKYI0 OCHOBY.

Cunopom Anvmmanuna, TaKKe W3BECTHBIM Kak
BpOXKJIEHHAss 00JIE3Hb 0OMEHa TJIMKO3aMHUHOTITMKAaHOB
tuna 1 (Mucopolysaccharidosis type 1, MPS 1), saB-
JSETCS PEIKUM TEeHEeTHYeCKHM 3a00JIeBaHHEM, BBI-
3BaHHBIM JCPUIMTOM (PepMeHTa, HEOOXOIUMOTO ISt
MeTabomu3Ma IITMKO3aMUHOTIIMKAaHOB. CHHAPOM AJIBT-
MaHHa MMEeT HECKOJIbKO MOATHUIIOB, BKItodas Tun 1A
(MPS 1A) u Tumr 1B (MPS 1B), xoTOpble OTIHUYar0TCS

B CBOCH KJIMHUYECKOW MPE3CHTALMH U TCHETUYECCKUX
MYTaIHsX.

OcHOBHBIE KJIMHHYECKHE MPOSBICHUS CHHAPO-
Ma AJNBTMaHHa BKJIIOYAIOT IMOpPaXEHHE CKeJeTa, Ha-
pYLIEHUS 3peHus, CepAeYHO-COCYIUCTONH CHUCTEMBI.
KocTHbIli CKiIepo3 Takke MOXKET ObITh HAOIIOIaeMbIM
MPU3HAKOM y HEKOTOPBIX MAIMEHTOB C CHHIPOMOM
AnbT™MaHHa. [[1 IMarHOCTUKHU CHHIpOMa AJbTMaHHA
HCITOJIB3YIOTCS KITUHUYIECKUE U TCHETHIECKUE METOTBI.
KiinHnyeckasi olleHKa MOXET BKJIOUYaTh (pU3HMUECKUit
OCMOTp, M3yUCHHE MEAMIIMHCKOW M CEMEUHOH HCTO-
pUH, PEHTICHOJOTHYECKHE HCCIEIOBAHUS CKelleTa |
Ipyrue obpaszoBaTenbHBIE METObI. | eHeTHYeckne Te-
CTBI, BKJIFOYAsl MCCICAOBAHHE MYTAIMil B COOTBETCT-
BYIOIIUX TeHaX, Takux Kak reHsl /IDUA wnu IDUA u
GNPTAB B ciiyuae MPS 1B, MmoryT ObITh IOJIC3HBI IS
TTONITBEPIKICHUS AHArHO3a.

Bunnebpanoma—Xabepmanuna cunopom — 53T0
PEAKHI T€HETHYECKUN CHUHIPOM, KOTOPBIM Xapakre-
pU3yeTcsl HapyIICHUSIMU KPOBH, BKJIFOYAsk TPOMOOIIH-
TOTICHHUIO, AaHOMAaJMM KOCTEH, a TakXke Ipyrue KIu-
HUYECKWE TPOABIEHUS. DTOT CHHIPOM BBI3BIBACTCS
MyTaiusMu B rerne BuiuieOpanara-gaxrtopa (VWF),
KOTOPBIA WUTpacT BaXHYI POJb B IMPOIECCE CBEPTHI-
BaHUsI KpoBU. B penkux cimydasx mauueHTsl ¢ Bui-
nebpanara—XabepMaHHa CHHIPOMOM MOTYT HMMETh
W3MEHEHHUS B KOCTSIX, KOTOpbIe MOTYT HAallOMHUHATh I10-
JI0CATYI0 UCUEPUYEHHOCTh KOCTEW U KOCTHBIA CKJIEPO3,
cxoxue ¢ [10-KC.

OCHOBHBIMU KIIMHUYECKUMU MPOSIBICHUSIMU Buii-
nebpanara—XabepMaHHa CHHApPOMA SIBIAIOTCS Ha-
pYyLIEHUS KPOBH, BKJIIOYAIONINE TPOMOOIIUTOIICHHUIO.
M3meHeHust KocTell He ABIISIFOTCS XapaKTEPHBbIMU IS
BCEX MAIMEHTOB C 3THUM CHUHAPOMOM U BCTPEUAIOTCA
B OrpaHWYCHHOM 4YHCIle ciaydaeB. JlJis TUarHOCTHUKH
Bunneopanara—XabepmanHa CHHApOMa IPOBOAST-
Cs KIMHUYECKHE WCCIICIOBAHUS, BKJIIOYAsl AHAJIA3BI
KPOBHU JJIsl OLIEHKU YPOBHSI TPOMOOLUTOB U (YHKLIUHU
CBEPTHIBaHUS KPOBH, a TAKKE MOJICKYIIPHO-TCHETHUYE-
CKHE TECThI IJIs BBIABICHUS MyTaluil B rene vIWFE.

3AKNIOYEHUE

ITomocaras ocreomarusi ¢ KpaHHAJIbHBIM CKIIEPO-
30M SIBIIIETCSA PEIKUM T€HETHYECKHUM PacCTPOMCTBOM,
XapaKTepPU3YIOMUMCS aHOMAIBHBIM POCTOM KOCTEH |
CKJIEPO30M, BIMSIIONINUM Ha JJIMHHBIC KOCTH U KOCTHBIC
cTpyKkTypsl uepena [21, 34]. OHO mpeumMyIIeCTBEHHO
BJIMSET Ha JKCHIIMH W CBA3aHO C MYyTallMsIMH B TeHE
WTX [29]. Knuandeckue TpOsSBICHUS MOTYT BapbH-
pOBaTh OT CKEJIETHBIX AHOMAJIMNA 10 HEBPOJIIOTHUCCKUX
ocioxHeHu. OMHUM U3 OCHOBHBIX Tpu3HakoB [1O-
KC sBnsercs BepTuKaibHas HCUYCPUCHHOCTh MeTa-
(hM30B ITMHHBIX KOCTEH W IMOJB3/IOIIHON KOCTH. DTH
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MOJIOCHI MPOSIBIISIIOTCS B BUJIE TApaILIEIbHBIX TOPU30H-
TalbHBIX JIMHHUN, PACIOIOKEHHBIX BIOJIh METapU30B
kocreii [10, 12].

XapakTepHble TUCMOPPUICCKUE TPU3HAKN BKITIOYA-
0T MakporeQalivio ¢ JOOHBIMH BBICTYIIAMH, THIIEPTE-
JIOpU3M, SIMKAHTAJIbHbIC CKJIAJKU, BIABICHHYIO Tepe-
HOCHILY | TUIOCKOE JIHIIO [7, 25]. DT 0coOeHHOCTH MO-
T'yT OBITH BUIHBI TIPU BU3YaIbHOM OCMOTpE TIAIIEHTA.

IIporpeccupyronuii YepenHoil cKiepo3, Xxapakrep-
HBIN NI KpaHUAJIBHOTO OCTEOCKIIEPO03a, MOXKET MpH-
BECTHU K Pa3IMYHBIM OCIOkHeHUsIM. HelipoceHcopHast
TYyTOyXOCTh W TIapajIid JINIIEBOTO HEPBa SBISIOTCS BO3-
MOKHBIMH TIOCJIEICTBUSMHU JaHHOTO 3a00JIeBaHUSI.

Hunarnoctuka [1O-KC BkiItouaeT KOMOMHAIIMIO KJTH-
HUYECKON OIECHKH, PEHTTCHOJOTMUECKOr0 HCCIIe0Ba-
HUS W TEHETHYECKOr0 TeCTHpoBaHWs. [eHeTmueckoe
TECTUPOBAHNE MOXKET TOATBEPAUTHh HAINYHE MyTalluit
rera WTX, KoTopbie 0OHApY>KUBAIOTCS Y OONBITUHCTBA
monet ¢ I10-KC, ognako orcyrctBue mytamuu W7TX
He UCKIrouaeT 3aboneBanus [26]. Crienupuyeckux na-
0OOpaTOpPHBIX TECTOB, XapaKTEPHBIX I PACCTPOICTBa,
HE CYIIECTBYET.

Crenuduueckas tepanusi HeusBecTHa [36]. Jlede-
Hue [1O-KC B 0CHOBHOM SIBIISIETCS MOANCPKUBAIOIIIUM
U HAalpaBJICHO HA YCTPAHEHHE KOHKPETHBIX CHUMIITO-
MOB ¥ OCJOKHEeHHHA. OpToreandecKkue BMENIaTelb-
CTBa, TakWe KaK KOPPEKTHPYIOIIWE OTepaluul WIH
OpTE3bI, MOTYT UCIIOJIL30BAThCS JJIsI YIPABICHUS CKe-
JIETHBIMU aHOMAJIMSIMU U YIYYIICHUS] TOJBUKHOCTH.
HeBponoruveckue u pa3BHBArOIIAECS acCIeKThl Tpe-
OyIOT MYJIIETUMOAAIIEHOTO JISYCHHUS C yIaCTHEM HEBPO-
JIOTOB, TCHETHKOB U (DU3UICCKUX/IPTOTEPATICBTOB IS
ONTUMUBAINH PA3BUTHUSA U TPEIOCTABICHUS COOTBET-
CTBYIOLLEH nojaepkuBatomielt tepanuu [1, 3].
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