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E.Il. 30vi0ckan
Ykpauncruu uncmumym xaunuueckou eenemuxu XHMY,
XapbkoscKuti MesHcoo1acmHoU CReyuaIu3upoOBaHHbIN MEeOUKO-2eHeMUYecKull yenmp —
yeump peoxux (opgannuix) 3abonesanutl, . Xapvros, Ykpauna

BOJIE3Hb KE®®U - CUJIIBBEPMAHA - PEJIKAS
NJIN HEY3HABAEMAS?

Pe3tome. B pabome npedcmaeneno onucanue crayyas peokoll NAMoL0cUU — 0emcKo20 KOPMUKATLHOO
2UNepocmo3a 8 CouemaHuu ¢ 6podicOeHHol eunoniazueti mumyca. lloxkasan aneopumm npogedenus Oug-
GepenyuanbHoll  OUASHOCMUKY, UHMEPRPpemayus NOJYYEHHbIX J1AOOPAMOPHLIX OAHHLIX OIS BbLIPAOOMKU
MAaKmuKuy nedenus u peaburumayuu 60avHo2o0. bonesnv Keghu (Oemckuil kopmukanbHulil cunepocmos, 60e3Hb

Keggu-Cunveepmana) — pedkas namonozus.

K nacmoswemy epemenu 6 aumepamype onucano 0KOIO

100 6onbHbIX € SMUM CUHOPOMOM. XOMIS, BO3MONCHO, HEKOMOpble CIyHau MO2ym Oblmb He PACHOSHAHLL UL He

ONnucaxbl.

KumroueBsble cioBa. bonesuv Kedpghu-Cunveepmana; ckeremuvie OUCHAA3UU, OCMCKULL KOPMUKATbHbIL
eunepocmos, mymayus 6 cene COLIAI (17q21.33) R836C; eunonaasus mumyca.

ITOCTAHOBKA ITPOBJIEMBbBI
N EE 3BHAYEHHUE

JuddepennmanpHas ITUarHOCTHKA BPOXKICH-
HbIX W HACJICACTBCHHBIX W3MEHEHUI CKeJieTa y
JICTell paHHEro BO3pacTa — Heyerkas 3anada. J{ims
YCTAHOBJICHUSI MPABWJILHOTO TUAarHO3a TpeOyeTcs
O00beIMHEHNE 3HAHUH KOMaHJIbI CIEIHATHCTOB:
HEOHATOJIOra, IMEAnaTpa, OpPTOIeaa, PEHTTeHOoJoTa
U reHeTHka. HekoTopbie (GOPMBI  CHCTEMHOTO
MOPKEHHS CKENleTa OTHOCITCA K OYCHb PEIKHM,
MI03TOMY HEOHATOJIOT WJIM IEAUATP MOXKET MPOCTO
«HE y3HATh» TOT WIM HHOH CHHIPOM. 3a4acTyIO
«KITFOYOM» K Hayasy MOUCKA M YTOUHCHHUS IUArHO3a
SIBJISIOTCS JJaHHBIE PEHTTEHOJIOTMYECKOTO HCCIIEeNO-
BaHMs. MHOI'ME MCCIIENOBATENIM CYUTAIOT, YTO JUIS
MPOSIBJICHUS OOJIE3HN HEOOXOAUMBI IOTIOTHUTETEHBIC
TCHETHYECKHE WM OK30TeHHbIe (akTophl. MEI
JyMaeM, 4TO BPOXKIECHHOE HApyILICHUE UMMYHUTETA,
OOYCIIOBIICHHOE THIOMIA3HeH THMyca Yy HaIlero
MalUeHTa, MPUBEIO K paHHel MaHudecTalud |
ATUIIUYHOMY TEUCHHIO OOJIC3HH.

Ha kimHW4YeckoM mpuMepe XodeTcs MOoKas3arh
HAlll aJrOpUTM TpoBefcHUs aU(GepEHIINATEHOTO
JIMarHo3a, a TaKXke IMPOaHaJH3UPOBaTh JOMOJIHU-
TEJIbHBIE TEHETHYECKHE, BPOXKICHHBIE HIH HK30-
reHHbIe (DAaKTOPBI, KOTOPhIE MOMJIM MOBIUSITH Ha
MaHH(]ECTAIHIO U TeUeHUE 3a00JICBaHMUS.

BCTYIIVIEHUE
Bonesus Keddu conpoBoxmaercss ocTpbIM
BOCHAJIEHUEM C MAaCCHBHBIM IIOAHAAKOCTHUYHBIM
HOBOOOpa3oBaHHeM KocTei. OOBIMHO aCHMMETPHYHO
MOpaXaroTcsl Auadu3bl UIMHHBIX KOCTEH, a Takxke

pedpa, HIKHSS YeIFOCTh, YEPeTl, MOIB3/IO0IIHbIE KO-
CTH, JomaTku W Kimouuibl. Kak mpasuno, 3aboie-
BaHUE MaHU(DECTUPYET B MEPBbIC 2 Mecsla Mmocie
poXIeHusT (CpeaHMid Bo3pacT 9 Hemens), U CIIOH-
TaHHBIM pa3pelICeHuEM B Bo3pacte 110 2 yieT. TeM He
MeHee, HHOTJa OTMEYAroTCsl PeluAnBhI 3a00IeBa-
HUA B MO3JHEM JCTCKOM WKW TOAPOCTKOBOM
Bo3pacre. bonee Toro, y B3pOCIbIX, TEPEHECHIHX B
nerctBe Oone3nb Keddwu, oTmewarorcs TpeDKH U
TIOBBILIICHHBI PHUCK TEPeNoMOB U  JedopManuit
kocreil. [IpenaTtanpHas Gopma cHHIpPOMA Yalie BCEro
JieTarbHa, COMPOBOXIACTCS TATONOTHEH JIeTKUX,
KOPTHKAIGHBIM TUIEPOCTO30M U jAedopmarmeit
KOHEYHOCTEH, MHOTOBOJIEM, MaHU(ECTUPYeT 0 35
Henenb rectaiuu. [IpeHaransHas Gpopma HacIeayeTCs
TI0 ayTOCOMHO-PEIECCHBHOMY THITY.

3a0oeBaHEe COIMPOBOYKAATLCS  TIOBBIICHAEM
TEMITEPaTyphl TENA, OTEKOM CYCTaBOB PSIOM C BOB-
JICYCHHOH KOCTBIO, OOIIBI0, Pa3APaXKUTEIBHOCTHIO
pebenka. Eciu mopakaeTcst HIKHSS 9ETIOCThb, pede-
HOK MOJKET OTKa3bIBaThCs OT efibl. [Ipu BeIpakeHHOM
00JIEeBOM CHHIpPOME MOXET Pa3BUTHCS TICEBIOIApa-
JIMY, TIPY BOBJICYCHWU OTJCIBHBIX HEPBOB Pa3BUBa-
€TCsl ICTHHHBIN Napajand KOHEYHOCTH.

Bonesur Keddu moxer ObITH 00yclIoOBICHA
HOBOW CIIOPaJWYECKON MyTallUe€W WM HACJIEyeTCs
ayTOCOMHO-JOMUHAHTHO C HEIOJHOW IeHETPaHT-
HOCTBI0. YacTOTa HeU3BECTHA.

JlmarHocTika OCHOBaHa Ha KIMHHYECKUX OCO-
OCHHOCTAX M PEHTTCHOJOTHYECKUX MAHHBIX (ITOA-
HAJIKOCTHUYHBIA  KOPTUKAJIBHBIA  THIIEPOCTO3
miadu30B  UIMHHBIX ~ TPyOUaThIX  KOCTEH ¢
COXpaHEHUEM S (HU30B).

[IpuuwnHoi 3a0051€BaHuUs SBISETCS AyTOCOMHO-
nmomuHaHTHas myTamus B rene COL1A1 (17g21.33),
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MOHOIEHHI 3AXBOPKOBAHHA

XOTs OBLIO ONMKCAaHO HECKOIBKO CITydaeB CHHAPOMA,
ipu KoTopsix myTanuu COL1A1 ne 6put0 00Hapy-
xKeHo. Myranusa o00ycloBlIeHa MOBTOpSIOIIeics
3amMeHoi apruamHa Ha 1UcTenH (R836C) B ambda
1(I) nemnu rena xosarena 1 tuma. Ilarorenes 3a0oe-
BaHWA €IIe OKOHYAaTeNbHO HE  YCTaHOBIIEH,
CYIIIECTBYET HECKOJIBKO TUTIOTE3 OTHOCHUTEIBHO TOTO,
Kak MyTauus B TeHe KOJUIareHa MPUBOIHUT K KacKamy
BOCTIAJTUTENHHBIX TIPOIIECCOB M PA3BUTHIO OTPaHUUCH-
HOTO THIIEpOCTO3a opakeHHOM kocTH [1]. Cuuratot,
YTo B TaToreHe3e 3a00NeBaHUS WIPAeT poOllb W
COCTOSIHHE KJIETOYHOTO IMMYHHUTETA.

Heanr wucciaenoBanusi — H3y4YeHHUE OCOOEH-
HOCTH Te4eHHS 3a0oyieBaHHSA y peOeHKa ¢ Ooles-
Hb10 Kedpu n BpokieHHOH rumnorniasuei TuMyca.

Matepuaast u Mmetoabl. Cpeau 500 GOIBHBIX
JeTel, OCMOTPEHHBIX T€HETHKOM B HEOHATAbHBIX
U JIETCKHUX OTIEJICHHSX B CBS3U C MOJO3PEHHEM Ha
MaHH(ECTAIMI0 XPOMOCOMHOW HIJIM T€HHOW IAaTOIO-
ruel, ObLI BhIsIBIICH 1 OonbHOM ¢ Oonesnbio Keddu.

PE3YJIbTATHBI U OBCYKJIEHUE

JleBouka, 1 mec. OblIa TiepeBe/icHA B IeAHUAT-
pUvecKkoe OTJeNieHHne AETCKONH OOJBHHIBI U3 PO-
IWIBHOTO JoMa B Bo3pacte 6 mHeil. Yepes Hec-
KOJBKO JTHEH TOcCie pOKIACHHS BBISBHIN aedop-
MaIuio royieHel, npeamiedss (puc. 1), HapymeHue
occu(UKanuy KOCTe! yepena.

O6mee cocTtossHUE peOeHKa CTpazaio Mao.
Ha penTreHorpaMMax HWXXHMX KOHEYHOCTEH B
mpsMo M OOKOBOH TPOEKIMSAX C 3aXBaTOM
Ta300€IPEHHBIX CyCTaBOB ompezensiach
nedopmanms 0o0enx OONIIEeOepIOBEIX KOCTEH U
MpaBoOil Jy4yeBOM KOCTH 3a CUET MEPUOCTAIBHBIX
HACJIOCHUIT; KOCTH Je()OPMUPOBAHBI MO THUITY «Cad-
JIEBUAHBIX» (pHUC. 2). benpeHHbIe KOCTH U TIeueBas
KOCTh CIlpaBa 0e3 MAaTOJOTHYECKNX H3MEHEHUH.
3aknroueHue peHTtrenonora: KocTHO-AecTpyKTHB-
HbIE H3MEHEHHUS KOCTEH TroJIeHed W MpeaIiieydbst
IpU BHYTPUYTPOOHOM (BpOXKAECHHOM) cudmince?
HuaduzapHas nucniasust KOCTen?

Ha pentrenorpamMax depema B 2-X TpOEK-
IUAX TEMCHHBIE KOCTH 4Yeperna Mpe/ICTaBICHbI
XPAMIEBBIMU TUTACTUHAMH, 0€3 OKOCTEHEHHS KOCTeH
(puc. 3). 3akmroueHuEe PEHTTEHOJIOTA: HEIOCTATOY-
HOE OKOCTEHEHHE KOocTel uepena. HecoBepieHHbIH
ocreoreHes?

PeHTreHorpaMma mpaBoro Imie4eBoro mosca B
MIPSIMOHN TIPOEKITNH — 6€3 KOCTHOW TaTOJIOTHH.

HpI/I 61/IOXI/IMI/IT-ICCKOM HUCCIICAJOBAHHN BbISAB-
JICHO: TapaTrOPMOH, HOHU3UPOBAHHBIM KaJIbLIUH,
xeine3o, pochop, marawmii, AJIT, ACT, obunupyous,
mienovHas ¢pocdarasa, KanbUuil, Kaauid, HaTpuid, C-
peaKTHUBHBIA O€NOK — TOKa3aTelw B Mpeaenax
HOPMAJIBHBIX 3HAYEHUU. 25-TUAPOKCHXOJICKAIIIH-
(hepoi (25-OH But D3) — 14, 11r/mn (puck nedurmra —
MeHbie 10, pUCK HEJOCTaTOYHOTO MOTPEOICHUS —
menbIe 30). Ocreokanbuuu — 61,8 Hr/mi (HopMma
2,0 — 22). YpuHOIM3UC — HOpMA.

Puc. 1. Otex MaTkux TKaHel U qepopManus IpeArrIedbs
Y TOJIEHH

Puc. 2. Jlepopmanus obernx GoniedeplioBbIX KOCTEH 3a
CUeT MEePHOCTATBHBIX HACIOCHHH; KOCTH IehOpMHUPO-
BaHBbI [0 TUITY «CaOJICBHIHBIX)

Puc. 3. TemeHHble KOCTH Yeperna MpeCcTaBIeHbl XPSIIEBbI-
MH I[JIACTUHAMHM, 0€3 OKOCTEHEHHS KOCTEM

20 Kniniyna reHeruka i nepuHatanbHa giarHoctuka Nel (4) (2018)



MOHOIEHHI 3AXBOPIKOBAHHA

Knunnyeckuii aHanu3 KpoBH: YMEpPEHHOE
MTOBBIIIIEHHE KOJIMYECTBA JIGHKOIIUTOB, TIOBBIIIICHNE
KOJIMYIECTBA TPOMOOIINTOB, 303WHOMUIIOB, CHIKCHUE
KOJIMYECTBA APHUTPOLUTOB, TEMOTJIOOMHA, TeMaTo-
KpUTa, MOBBILIIEHUE CPETHETO COAEp)KaHUS T'eMOT-
nobuna B spurpouure (MCH).  Knuauueckuit
aHaJM3 MOYHM, KONporpamMma — B Tpenenax Hop-
ManbHBIX 3HaueHmid. HMDA anturena IgG k
TOKCOIIIa3MO3y, XJIaMHIHUAM, IIATOMETAJIOBHPYCY —
OTpULIATEIbHBIM pe3ynbrar, aHTtuTtena IgG k
BHUpYCYy IpOCTOro repreca 1,2Tumna — MaTepUHCKHE
anturtena. MmmynornoOynud E obmuit — B mpenenax
HOpMBI. BpoxIeHHBIH cuUIUC ObUT UCKITIOYCH.

V31 BWIOYKOBOW  JKEIIE3bl:  YMCHBIICHHE
o6bema — 5,8 cm’ (Hopma 13.8).

NmmynONOrHyeckoe uccienopanue. [lospimie-
HUe abCONOTHOrO yucia auMouutos, T-cympec-
copos/kuiiepoB CD8, B-mum¢pouuto CD20, npu-
ponubix kumwiepoB CD16.56; cHmxkeHue Qaromm-
TapHOTO MHJEKCA.

HCI':  cybapaxHouMgambHBIE — TPOCTPAHCTBA,
JKEIMyJOYKd MO3Ta HE pPAaCIIUPEHBI, COCYIUCTHIE
CIUIETEHHS] YMEPEHHO PacIIUpPEHbl, OTHOPOIHBIE.

VY3U cepaua: aedext MIKII B MbimeuHo# vac-
TH, QYHKIIMOHHPYET OBAIbHOE OKHO (4 MM), apre-
pUaNbHBINA IPOTOK 2 MM.

[Tocme oGcmemoBanust pPeOCHOK BBIMTUCAH W3
CTalMoHapa ¢ IUarHo30M MHOKeCTBEHHBIE TTOPOKHU
pa3BUTHA. AHOMANUsl pa3BUTHA KOCTHOH CHCTEMBI

HeyTouHeHHas. HecoBepuieHHbIE  ocTeoreHes?
Bpoxnennsiii mopok cepaua (MbIIIEYHBINH deQeKT
MEXOKEITyTOYKOBOW  Tieperopoaku).  Hapymenune

(hochopHOo-MHuHEpaNTBEHOTO 00MeHa. Butamua D ne-
¢unmtHOE coctostare. CKIepO3UPYIONIHH OCTEOMHE-
mut ["appe? ['unomuiazus Tumyca cpeqHen TSKeCTH.
[locne BHIMMCKH ceMbs oOpaTWiach K re-
HeTuKy XMCMI'Ll nna yrounenust auarsosa. [Ipu
00cen0BaHun B 2,5 Mecsia ObUIO BBISBIIEHO:
O6umwii kampimit — 2, 67MMoIs/n (HopMma 2,25—
2,75), menovHast (ocdaraza — 662Ex/n (Hopma 10
462), ocreokanmbiimH — 61,5Hr/mMn (Hopma 2,0-22),
napatropmoH — 21,lnr/mn (Hopma 15-65), noHM3M-
poBaHHBII Kambiuii — 1,45 mmons/nm (Hopma 1,16
1,32), Butamud [] obmmii- 6oee 120ur/™MIT, 25-OH —
BUT. D — 6omee 1 64ur/mit (6onee 150 — MHTOKCHKAITHS).
TakuM 00pa3oM, OCTaBajCsi MOBBIIIEHHBIM
OCTCOKAJIbIIMH; B JTMHAMHKE YBEIMYMIICS MTOKA3aTelh
menoyHoit gocgaraspl; Ha (oHE MpreMa BUTaAMHHA
D, ypoBeHb €ro B KpOBH TOBBICHIICS O KPUTUIECKUX
madp. Yeemmuenue uucia T-cympeccopoB CD8+
CBHJIETENILCTBYET O HEAOCTATOYHOCTH MMMYHHTETA,
CHIDKEHHE THIICPAKTUBHOCTH WMMYHHOW CHCTEMBIL
CHWKeHHBI  (DarolMTapHbIii  MHACKC TOBOPUT O
He3(D(HEKTUBHOCTH MPOTEKAFOIIUX UMMYHHBIX pEaK-
ouid. DTO CBHAETENBLCTBYET 00 HMMYHOAE(UIHTE.
[loBpImieHne MTPUPOMHBIX KWIDIEPOB YKa3bIBaeT Ha
aKTHBHBIM BOCHAIMTEILHBIN TIpoliecc. Perymmpyro-
asi ¥ KOHTPOJHPYIOIIasi pOJib THMyCa B IMMYHOTe-
He3e CBsI3aHa C COCTOSIHUEM €0 PEeTHKYIOMUTENUS 1

mumdonuToB. CUHUTAIOT, YTO KIETKHA TacCcaOBBIX
TeJel BBIPA0ATHIBAIOT TYMOPAIbHBIA (haKToOp, OT-
BETCTBEHHBI 32 WMMYHHYIO KOMIIETEHIIMIO JIHAM-
(honHOM TKaHM.

OcreokanbluH — BUTaMUH K-3aBHCHMBIIT HEKOII-
JIareHOBBIA OENIOK KOCTHOHM TKaHU, CHHTE3HPYETCS
3peNbIMU OCTEOKJIACTAMH W SIBJISICTCSl 1yBCTBUTEIIb-
HBIM HHIWKATOPOM MeTaboIM3Ma KOCTHOM TKaHH.
[loBpimaercst mpu  OONME3HSAX, KOTOPBIE Xapak-
TEPU3YIOTCS YBEIMICHUEM KOCTHOTO OOMEHa.

VYuuteiBast BpeMsl MaHH(ECTAMA CHMIITOMOB
HE00XOMMO UCKITIOUHUTH CIIETYIOIIUE 3a00JICBaHMs:

1. l'umogocdarazusi.

2. IlepBUYHBIN TUTIEpTIAPATUPEO3.

3. MarepuHckuii hakTop:

— nedunut ButammHa D Bo Bpems OepemeH-
HOCTH y MaTepH

— He JUarHOCTUPOBaHHBIN, JIATEHTHBIN THIIEp-
napaTHpeo3 y MaTepu

— 3a00JIeBaHNE TIOYEK Y MaTepH.

4. MHOXECTBEHHbIC KOPKOBBIE THIIEPOCTO3BI
paHHero (MIIaZIeHYeCKOTO BO3pacTa).

5. Bpoxnennas mpamopHast Ooyie3Hb (B eIH-
HUYHBIX CIIydasiX MOXeT MaHU(EeCTUpOBaTh Y
I0/1a).

6. 'mnepBuramuuo3 A u D.

7. MHOXecTBeHHBIE AUa(3apHBIC TUTICPOCTO3HI.

8. Menopeocto3s (6ose3ns Jlepu, pu3oMoHOME-
JIOPEOCTO3).

9. HecoBepIieHHBIH OCTEOTeHE3.

l'ammodocdarazuss — 3T0 HACIIEACTBEHHOE 3a00-
JeBaHue oOMeHa IenouHoi ¢ocdaTazel. B pesysb-
TaTe MyTalllii B T€HE, KOJUPYIOIIeM Hecreruduaec-
KU TkaHeBOH wu3odepMmeHT, menouHas docdarasa
oOpazyeTcss B HEIOCTAaTOUHOM KojmdecTBe. CHIDKe-
HHE aKTUBHOCTH IIEIOYHOU (ochaTasbl B CHIBOPOTKE
TIPUBOANT K THITOMUHEPATH3AIN OOJBIINX YIaCTKOB
KOCTEH cKelleTa M HapyIleHUI0 (yHKIMH Ipyrux
cucreM. Manudectupyer 3a001eBaHue B JIFOOOM BO3-
pacte, B TOM 4YHMCJIE U MPEHATAIBHO. TSHKeCTh MpOsiB-
JIeHns 3a00JIeBaHMsI pa3iudHasi, HO Hambosee Heba-
TONPUATHBIC BaPUAHTHI BCTPEYAIOTCSI IPH BO3HUKHO-
BEHHMH 3a00JIEBaHMUS y TUIOJA I B PAaHHEM JETCKOM
BO3pacTe (CMEPTHOCTh OT Pa3iMYHBIX OCIIOKHEHUH
MOXeT cocTaBIATh 50%).

HecmoTps Ha Hanmuuue HapynieHUs: occuguKa-
IIUM KOCTEW depera y Halllero MarueHTa, HaTndue
MOBBIIICHHOTO YPOBHs IIENIOYHOH (ocdaTassl B
KPOBH JIEJIaeT 3TOT JUArHO3 MaJOBEPOATHBIM.

BpoxneHsslii runepnaparupeos. 3aboneBaHue
00YCJIOBIICHO WHAKTHUBHUPYIOIMICH MyTalueil TeHa
CASR xanpuuif — 4YyBCTBUTEIBHOTO pELENTOpA.
Otmeuaercss  BbIpaKEHHAs  THUIEPKAIBITUEMUS,
runodocaremus, TUNEpKaIbUUypusi, Tunepdocda-
TypHsl, aMHHOAITUIYpHs, TOBBIIICHHE IapaTrop-
MOHa. PEHTreHONOTMYecKH BBISBISIIOT —JIE€MHHE-
pau3aImio, CyoneproCTaIbHYI0 pe30pOIrI0 KOCTeH
W Tmarojorudyeckue meperombl. Kak Buamm, y
nanuenta yposenb IITIT B auHaMuke B mpenenax
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HOPMAJIbHBIX 3HAYCHUH, a PEHTTCHOJIOTHYCCKas
KapTHHA HE COOTBETCTBYET TAKOBOH TIPH BPOXK-
JICHHOM THIIEpIIapaTupeose.

Hecosepiiennsiii ocTeoreHes — 3To rpyrmna 3a-
00JIeBaHMIA, B OCHOBE KOTOPBIX JICKUT FCHETHUCCKU
00yCITOBJICHHOE HapyIieHHEe (OPMUPOBAHUSI KOCT-
HOW TKaHH. B pe3ynbpTare MyTaluu reHa KoJUIareHa
1 Thma HapymaeTcs BBIpadOTKA WM CTPYKTypa
KoJlareHa | Tuma, KOTOPBIA SIBJISETCS OCHOBHBIM
OcermkoM KOCTHOW TKaHW. Ilepemompl TpyOUaThIX
KOCTel BO3HUKAIOT KaK BHYTPUYTPOOHO, TaK U Cpasy
TIOCIIe POXKICHUS TIPU MUHUMAIBHBIX BO3ICUCTBUIX
WIH JaXe CHOHTaHHO. Ha peHTreHe BBIABISIOT
MHO>KECTBEHHBIC TIePEIIOMBl KOHEYHOCTEH, TOHKHE
muadusbl, yTommeHHbIe 3nuMeTadusbl. JnuHHBIC
KOCTH HWCTOHYEHBI, yTOOOpa3HO WCKPHUBJICHBI, C
MHOXKECTBEHHBIMU TIEPEIIOMaMU M KOCTHBIMHU MO30-
asmu. YUepen yBeIWYEH, IIBBI PACIIUPEHBI, KOCTH
CBOJJa MCTOHYCHBI, MCKIIO3BOHOYHBIC AMWCKH BBICO-
KHe, TBOSKOBBIMYKIBL. Ha peHTreHorpaMmax Hamieit
NMaOUCHTKU HET XapaKTCPHBIX MJIsI HECOBCPIICHHOI'O
0CTeoreHe3a N3MCHCHHH.

Octeomuenut ['appe WM XpOHUYECKUU CKIIe-
PO3UPYIOMIMA OCTCOMHETTUT — JOOPOKaYeCTBEHHBIHI
BOCTIAJTUTEIIBHBIN MPOIIECC B KOCTHOW TKaHU. Bsiio-
TEKYIIUH BOCHAIMTEIBHBIN MPOIeCC BO3HUKACT Ha
(boHE CHUIKEHHOI PEaKTUBHOCTH OpraHM3Ma M HH3-
KOW BHUPYJICHTHOCTH 3aboieBaHusA. MBI HE BCTpe-
TWIKM B JUTEPAType CBEICHUU O IIpeHaTaIbHOU
MaHH(ecTanuy 3a007IeBaHUsA, MM BO3SHHKHOBCHHC
€ro CUMIITOMOB B IICPBBIC THHU KHU3HH. Bomeror npeu-
MYIIECTBEHHO MY:KYHHEI B Bo3pacte 20-30 Jer,
Mpolecc TPOTEKaeT B TeueHue 6-8 JeT, Iopa-
JKAIOTCA TPEUMYIIESCTBEHHO TMHHBIC TpPyOdJaThie
KOCTH, yalie OonbiiedepuoBrie. Ha peHTreHorpam-
Max MOXHO BHIETh MOpa)KCHHE MeTa(hu3apHOTOo
nid auadu3apHOro OTAela OHOW KocTH. KocTh
nehopMHpPOBaHa, BEPETEHOOOPA3HO YTOJIICHA C
YCTKUMU POBHBIMH Hapy>XHBIMHU KOHTYpaMu.
KoptukaneHBIN CIOH pPE3KO YTOJIIEH, CKIEPO-
3UPOBaH, COCTOUT U3 INIOTHOM TOMOI'CHHOM TKaHH,
KOCTHOMO3TOBOM KaHaJI 3amlojHeH CKIEePOTHYEC-
KHMHU MacCaMU WJIN KOHOCHTPHUYECKHU CYIKCH.

B emuHWYHBIX ciy4asxX BHYTPUYTPOOHO MO-
JKET HAUMHATHCS BPOXKICHHAS MpaMOpHas 00JIe3Hb,
HO Ha PEHTreHOTpaMMax BUIHA Apyras KapTHHA —
«KOCTb B KOCTI.

Takum o0pa3oM, y4uThbIBas JTaHHBIE PEHTTEH-
TCHOJIOTMYECKOr0 HCCiIeA0BaHus npobanna (aedop-
Marmss  OonbmieOepIoBEIX KOCTeW W TpaBoit
Jy4eBOM 3a CYET TNEPUOCTAIBHBIX HACJIOCHHUH,
KOCTH J1e(DOpPMHUPOBAHBI M0 THUITY «CAOJICBHIHBIX);
mradr3apHas TUCTIIa3ws KOCTEH) MOKHO TymaTh O
MHOKECTBEHHOM KOPKOBOM THIIEPOCTO3€ MIIAJICH-
9eCcKoro Bo3pacTa — 6one3nn Keddmn.

HecMoTpst Ha OTCYTCTBUE TEMITEpaTypHOH peak-
WU, HOpMaTbHBIC MToKa3aTean C-peakTHBHOTO OeiKa
y HAIIEro MaIueHTa, JaHHBIC IMMYHOTPaMMbI CBHJIC-
TENBECTBYIOT 00 aKTUBHOM BOCTIAJTUTEIIHFHOM ITPOIIECCe
u 0 HEIP(PEKTUBHOCTH NPOTEKAIOIIMX HMMYHHBIX

peakiwii. [loBbIIeHHE OCTEOKaNIbLIMHA TOKA3HIBACT
HapyIeHne MeTabom3Ma KOCTHON TKaHU y peOeHKa.
[epuocraneHoe 00pa3oBaHKE HOBOM KOCTHOWM TKaHU
IIPUBEIO K KOPTUKAIBHOMY YTOJILECHUIO U OTEKY
BBIILIENICKALTUX MITKUX TKaHEH.

3AKJIFOYEHHUE

IIpynunHON pa3BUTHSI HECOBEPIIEHHOT'O OCTEO-
renesa u 6ose3nu Kedou siBnsiercs Mytanus B reHe
koJiutareHa 1 tuma. [Toyemy k€ BO3HUKAIOT pa3HbIC
(henotumner? OyHKIMOHANBHAS CBSI3b MEXIYy MyTa-
muern R836C B reHe kojuiareHa M maTOreHETHYEC-
KHUM MEXAaHM3MOM BCJIEACTBUE 3TOH MyTaluu 10
cux mop ocraercs HescHolt [1, 2]. IlonsTtHo, yTO
pa3IuYHbBIE MYTalUMd B OJHOM TI€HE MOTYT IpH-
BECTH K PA3MUYHBIM KIMHUYECKHM IPOSBIICHUSM,
TeM 0oJiee, eCIM MOJIEKYJIbI COCTOSIT U3 HECKOJIBKUX
JIOMEHOB C pasIMYHBIMH  (PYHKIHOHAIHHBIMHU
cBoiictBamMu. CTpPyKTYpHBIE H3MEHEHUs, 00yCIOB-
neHHple MmyTauued R836C moryT BhI3BaTh KOJI-
JlareH — 3aBHCUMBIE MeTaboNn4YecKue HapyIIeHUs
MeXKIeTouHoro marpukca (MM). MM cocTtout u3
KOJJIAar€HOBBIX M DJIACTUHOBBIX BOJIOKOH, amMopd-
HOTO BEIIeCTBAa B BHJIE TJIMKO3aMHHOTIINKAHOB
(CAT') u [pOTEOrNIMKAHOB, HEKOJJIAT€HOBBIX
CTPYKTYpHBIX OenkoB. Takke MOXeT MpHCYyTCTBO-
BaTh MUHEPAJIHHBIC KOMIIOHEHTHI: THIPOKCHATIATHT,
tdhocharer kampnus, marHus. KommareHel — Hau-
0ojiee pacTpoCTpaHEHHBI KOMIIOHEHT 3KCTpariel-
JIOJSIPHOTO MaTpukca B ckenere, 90% KocTHOro
MaTpUKCa COJEPKAT KOJUIAr€HOBBIE BOJOKHA |
TUTIA, OHM CITy’)KaT IMEPBHUYHBIM CYOCTpaTOM st
MuHepanu3anuu Kocred. Kommaren —  ¢uOpui-
JSIPHBIA OeNOK, TOJI KOJIJIareHOM ITOHMMAT JBa
BEIIIECTBA: TPOIOKOJIJIareH W MpoKosuiareH. Moie-
KyJla TpONOKOJIJIareHa COCTOMT U3 3 a-Lemeil.
UzBectHo oxoio 30 BUAOB o-ICIEH, OTIMYAO-
IIUXCST MEXIY cO00M aMUHOKHCIOTHBIM COCTaBOM.
BonpmmHcTBO 0-uenei coaepxut okoao 1000 amu-
HOKHCHOT. IIpocTpaHCTBEHHas CTPYKTypa O-LENH
MPECTaBICHA JICBO3AKPYUCHHOM CITUPANBIO, B BUTKE
KOTOPOI HAaXOIWUTbCA TJIULMH, MPOJUH, 4-OKCHUIIPO-
JIUH WIK 5-OKCWIN3UH. TpHU 0-II€NU CKpY4YHUBAIOTCA
Ipyr ¢ JAPYyroM B IIPaBO3aKPyUYEHHYIO CyIepc-
nUpajlb TPONOKoJIIareHa. lM3ydeHue pa3inuyuHbIX
(EHOTHUIIOB TpH KOJUIATEHONATHAX  Jajl0 HOBOE
MoHMMaHue mnaToduzuonorun OoJie3HEH COeNUHU-
TeIbHOM  TKaHW. JlaHHBIE  DHOCIEOHUX  JET
MO3BOJISIIOT NEPECMOTPETh MOHATHE O TOM, YTO B
(hopMHPOBaHUU CHEKTPa PA3THUYHBIX KIMHUYIECKUX
(EeHOTHIIOB TIPU KOJUTATCHOMATHSX JIEKAT HCKIIO-
YUTEIBHO CTPYKTYpHbIE NedekThl KoareHna. [loc-
TyJIUPYeTCs] TEOPHUs METabOINYecCKOro HapyIIeHUs
ME)XKJIETOYHOTO MAaTpUKCa U TOCIEAyIolee BO3-
JefiCTBHE ATHX HapyIIeHWH Ha (DYHKIUIO KIETOK-
PE3UJIEHTOB B KAauye€CTBE CONYTCTBYIOIUIHUX MNPUYUH
IpOrpeccUpOBaHus 3a00ICBaHUSL.

Hcxons u3 BhIIIIE M3JI0KEHHOIO, MOYKHO OOBSIC-
HHUTH HapylieHne (OpPMHUpPOBaHHS KOCTEH depena y
Hamiero mpobaHga. A THIOIUIa3us THMyca M CBS3aH-
HbIE C 3TUM UMMYHOJIOTHYECKUE HAPYILEHHUS IIPUBEITN
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MOHOIEHHI 3AXBOPIKOBAHHA

K KacKaJy BOCHAJIHUTENTHHBIX MPOIECCOB U PAa3BUTHIO
OrPaHUYEHHOTO THITEPOCTO3a MOPAKEHHBIX KOCTEH.

Takum oOpazoM, aHamu3upys (GEHOTHUIl Ha-
miero  TManueHTa, JaHHble  JOMOJHUTEIbHBIX
WHCTPYMCHTAJIbHBIX M J1a0OpaTOPHBIX METOJI0B
WCCIIEIOBAHUS, MOXHO ITOCTaBUTh KIMHHYECKUH
muarno3: curapoM Keddu. CrnemyeT mpemioxuTh
CeMbe TMPOBEICHHE MOJCKYIIPHO-TEHETHUECKOTO
ruccnenoBanust U mouck myrtanuu R836C B rene
COL1A1. [Insg BBIpaOOTKM TaKTHKH AaTbHEHIIETO
HaOmoeHnsT peOeHKa M TPOBEACHHS CHMIITOMATH-
YeCKOW Tepariy, KpPOMe HWCCIEeOBAaHHUS MHHEpab-
HOro obMeHa, HeoOXOJMMO HCCIeI0BaHHE ypPOBHS
AMUHOKHCJIOT B KPOBH, THIPOKCHIIPOJIMHA, TJIUKO-
3aMUHOTJIMKAaHOB B Mo4e M KpoBU. OOsizaTenpHas
KOPpEKIIUs UMMYHHOTO CTaTyca.

OCOOEHHOCTBIO HAIIETO CIyYasl SIBISIETCS paH-
Hsisg MaHudecTanus 3a00NeBaHUsA, OTCYTCTBUE
TUIIEPTEPMUH, PE3KOH O0JIE3HEHHOCTH, OECTIOKOKCTBA
peOeHKa, HapyllleHHe MHHEpAM3aliid TEMEHHBIX
KOCTEH, THIIOIJIa3us THUMYCa U BBITCKAIOIIUE U3
ATOTO HApYIICHUE HIMMYHHUTETA.
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XBOPOBA KE®®I - CIJIbBBEPMAHA - PIIKICHA ABO HEBIII3BHAHHA?

Pe3stome. B pobomi npeocmasnenuti onuc 6unaoky pIOKIiCHOI namonoeii — Oums4o20 KOPMUKAIbHOZO
2UNepocmo3a y MNOEOHAHHI 3  6poodcenoto  einonaasicio mumycy. Illokazan aneopumm npogedeHHs
Oupepenyitinoi’ diacnocmuxu, iHmepnpemayis. OMmpUMarux 1a60pamopHux OaHux 0Jis UPOOIEHH MAKMUKU
JKyeanHs i peabinimayii xeopoeo. Xeopooa Keghghi (Oumsiuuti kopmuxanvrul 2unepocmos, xeopoba Kegei-
Cinvsepmana) — piokicna namonoeis. J{o menepiuirvbo2o uacy 6 aimepamypi onucano oauzoko 100 xeopux 3
yum curnopomom. Xoua, Modiciugo, Oeski BUNAOKU MOJICYNb Oymu He PO3Ni3HAHI aDo He ONUCAHL.

Knrouoei cnosa: xeopoba Kegghi — Cinveepmana, ckeiemui Oucniazii; Oumauuii KOpMuKaibHuil une-
pocmo3s; mymayis 6 ceni COLIAI (17q21.33) R836C; eunonnaszis mumyca.

O.P. Zdibskaya

CAFFEY - SILVERMAN’S DISEASE — RARE OR UNRECOGNIZED?

Summary. The article is devoted to the description of the case of a rare pathology — infantile cortical
hyperostosis. The article presents an algorithm for differential diagnosis, interpretation of the
obtained laboratory data for the development of tactics of management and rehabilitation of the
patient. Caffey disease (infantile cortical hyperostosis, Caffey — Silverman’s disease) is a rare
pathology. To date, about 100 patients with this syndrome have been described in the literature.
Although, perhaps, some cases are not recognized or described.

Keywords: Caffey — Silverman’s disease; skeletal dysplasia; infantile cortical hyperostosis; mutation

in the COLIAI (17q21.33) R836C gene.
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