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IIpencraBieHsl pe3yiabTaThl TeHETHKO-3MUACMHOJIOTHYECKOr0 HCCJICAOBAHNS HECOBEPIICHHOI0 OCTEeOreHe3a
cpenu HacejqeHus 12 paiionoB PocroBckoii o6sactu, mposeaeHHoro B nepuon 2006-2016 rr. Ucciegosanue
NPOBEJCHO B COOTBETCTBMH ¢ IPOTOK0JOM, paspadortanueiM B @OI'BHY «MI'HH». YncieHnocrs
00cJIeIOBAaHHOTO HacejdeHuss coctaBuwiaa 497460 yenoBek (OCHOBHOe HacejdeHue 0ojgee 4YeM Ha 90 %
npeacrasjieHa pycckumu). Ileppnuno ObLio BbisiBJeHO 30 0oabHbBIX u3 19 cemeil ¢ KIMHHYECKHMH
NPOSIBJICHUSIMH HECOBEPIICHHOr0 OcTeoreHe3a. O0mas pacnpocTpaHEHHOCTh HECOBEPIICHHOr0 OCTeOreHe3a B
PocToBCckoii o0sacTH NMpH 3TOM IEPBOHAYANBHO cocTaBuiaa 1:16582 (miam 6,03 ma 100000 nacenenus). B
JajbHeleM, oaHa ceMbsl (3 00JbHBIX), KJIHHMYECKOe OMNHUCAHHE KOTOPOl, a TakKKe CJ0XKHOCTH
auddepeHINAIBHO IUATHOCTHKH THATOAMA(DU3APHOH [IMCIIA3MH, B KJIMHUYECKOH KAapTHHE KOTOPOro
BeAYIIMM CHMIITOMOM Yy INANMEHTOB SIBJISIETCSI HECOBEPIICHHBIN OCTeOreHe3, ObLIa MCKJIIOYEHA W3 JaHHOI
rPyNnbl, YTO NOBJHUSJI0O HA IMOKA3aTEJIH PACHPOCTPAHEHHOCTH HECOBEPIICHHOI0 OCTEOreHe3a, KOTophIe
OKOHYATeJbHO cocTaBuu 1:17766 (uiu 5,63 na 100000 HacesieHus).
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The results of the genetic and epidemiological study of imperfect osteogenesis among the population of 12
districts of the Rostov Region conducted in the period 2006 -2016 are presented. The study was conducted
according to the protocol developed in FSSBI "RCFMG". Was study population of 12 districts Rostov region.
The number of the surveyed population was 497.460 people (the general population by more than 90 % is
represented by Russian). Primarily, 30 patients from 19 families with clinical manifestations of imperfect
osteogenesis were identified. The total prevalence of imperfect osteogenesis in the Rostov region initially
amounted to 1: 16582 (or 6.03 per 100,000 population). Later, one family (3 patients), whose clinical description,
as well as the complexity of differential diagnostics of gnathodiophysial dysplasia, in the clinical picture of which
the imperfect osteogenesis was the leading symptom in patients, was excluded from this group, which affected
the prevalence of imperfect osteogenesis, which finally Were 1: 17766 (or 5.63 per 100,000 population).

Keywords: Osteogenesis imperfecta, prevalence, Rostov region, gnatodiafizarnaya dysplasia.

HecoBepmennsiii ocreorene3 (HO) — 3710 rpynma HacieACTBEHHBIX 3a00JICBaHHM CKeleTa,



CBS3aHHAss C BPOXACHHBIMM T'€HEPAIN30BAHHBIMM HApPYLIEHUSMU COEAMHUTENBHON TKaHH,
XapaKTEePU3YIOIIMMHUCS TSHKEIBIM OCTEOIIOPO30M U XPYIKOCTBIO KocTed. B 3aBucuMocTH OT THNa
HO moxet HabmoaaThCs Takass CHMITOMATHKA U MIPU3HAKH, KaK 3a/Iep’KKa YMCTBEHHOTO Pa3BUTH,
HECOBEPILICHHBII JCHTUHOTCHE3, TOJIyOble CKIEpbl, MOTEpsl CiyXa, HU3KUHA PpOCT, CKOJHO3,
THIIEPMOOMIBHOCTD CYCTaBOB, TUIIEPAIIACTUYHOCTD KOXKH U CBSI30K | 1p. [8].

PacnipocTpaHeHHOCTh M yacToTa 3a00JIeBaHMA 1O JAHHBIM PA3UYHBIX aBTOPOB BAapbUPYET B
mpokux npeaenax. Tak, mo manaeiM Carter C.O. (1977) [5], wactora 3aboneBanust cocrassier 0,4
Ha 10000 HOBOpOXIeHHBIX. PacmpocTpaneHHOCTh 3aboneBanusi, mo paHHeIM Orfanet (mo
coctosiHUIO Ha HOSAOph 2016 1.) [9], coctasmsier 10,0 ma 100000 HaceneHus.

B poccuiickux nonynauusx pacrpoctpaneHHoctb HO ¢ ayrocoMHo-gomMuHaHTHbIM (A]l)
TUTIOM HACIEJIOBaHUsI CocTaBisieT: B pecnyonukax Agneires (1:65000), Caxa Sxyrus (1:7869),
bamikoprocran (1:24824), Tarapcran (1:52316), Yamyptus (1:22194), Mapuit On (1:57190),
Kocrpomckas (1:74080), Tepckas (1:25333) obmacrtu [1,2].

B nacrosiee Bpemsi, B COOTBETCTBUU ¢ MEXIYHApOJHON HOMEHKIATYpOM HACIEICTBEHHBIX
3abosieBanuii ckeneta 2015 . [4], BBIICNISAIOT MSATh OCHOBHBIX TUTIOB HECOBEPIIIEHHOTO OCTEOTeHE3a
(HO), xaxnaplii u3 KOTOpHIX OOBeAMHSET B ce0de TpyNImy MOHOTCHHBIX 3a00JieBaHHNA C
MIPEUMYIIIECTBEHHO CXO0Xel KIMHUYeCKOW KapTuHo: Henedopmupytomas popma HO, tun 1 (AJ]
TUI HacleloBaHUs), MpeHaTanbHas setanbHas Gopma HO, tunm 2 (A, ayrocoMHO-peLeCCUBHBIHI
(AP) tun nacnemoBanus), nocrenenHo nedopmupyronwmii Tun HO, tun 3 (A, AP), ymepenHas
dopma HO, Tun 4 (AL, AP), HO c¢ xampiudukanueid MeEXKOCHBIX MeMOpaH W/Win
TUNEepPTPO(PUPOBaHHBIMU KOCTHBIMU MO30JIAMH, TUN 5 (A/l).

[To mamaeiM Online Mendelian Inheritancein Man (OMIM), 2017 r. [7] ¢ yuetom
TE€HETUYECKON TI'eTEepOreHHOCTH pa3nuyaroT 17 BapuanTtoB (THIOB) H3oaupoBaHHoro HO. Kak
OCHOBHOE MpOSIBJICHUE, MO0 KaK OJMH W3 BEAYIIMX CHMIITOMOB 3a00JieBaHUS BCTpedaeTcs B 87
HO30JIOTHSIX.

Ieap nccnenoBanus. [loka3arb Ba)KHOCTb JETAIBHOIO MYJIBTUIUCIUIUIMHAPHOIO MOAX0JA K
JUArHOCTUKE HACJIEACTBEHHBIX OCTEOXOHAPOAMCIIIA3UNA BBUAY BO3MOKHOTO BBIPAKEHHOIO
BHYTPUCEMEHHOTO KIMHHYECKOTO MOJUMOP(H3Ma Ha MPUMEpE OMHCAHUS KIMHUYECKOTO CiIydas
HECOBEPILIEHHOTO OCTEOI'eHEe3a, COYETAIOLIET0CS ¢ HOBOOOPAa30BaHUAMHM LIEMEHTa 3y0a y MalueHTOB
OIHOM CeMbM, a TaKXKE €ro BIMSHME Ha H3MEHEHHME I10Ka3aTejled pacnpoCTpaHEHHOCTH U
OTSITOILIEHHOCTH HACJIEJCTBEHHBIX OCTEOXOHIpOAMcIIazuii B PocToBCckoM 00s1acTH, B YaCTHOCTH,
HECOBEPIIEHHOTO OCTEoreHe3a, MpH aJAeKBATHOW IudepeHnanbHON TUarHOCTUKE KIMHHUYECKH
CXOKEH MaTOJIOIUH.

MartepuaJjibl 1 METOABI HCCIEI0BAHUS

Hacrosimee Meamko-reHeTHueckoe oOcienoBaHue HaceneHuss 12 paiioHOB PocToBckoit



O6nactu (PO): Humnsiackuii, Bonrogonckoit, Eropneikckuit, [enunckuii, MarBeeBo-Kypranckuti,
PonnonoBo-HecBeratickuii, MumnepoBckuii, TapacoBckuii, JlyOoBckuii, 3WMOBHUKOBCKHIA,
KpacHocynuuckuii 1 MsicHukoBckuil nposeaeHo B 2006 T. corjiacHO MPOTOKOJY (BO3MOYXHOCTb
BeisiBIieHUST 3000—3500 pa3nuuyHBIX HACIEACTBEHHBIX OO0JE3HEH) T'€HETUKO-IMUIEMUOIOTHISCKIX
uccnenoBanuii, paspadorannomy B ®I'BHY «Menuko-renernueckuii Hayunsii nentp» (PIBHY
«MI'HILl») [1,2]. CymmapHas 9uCICHHOCTh OOCIEOBAHHOTO HaceneHus cocrtaBuia 497,460 Teic.
yeloBeK (OCHOBHOE HaceneHue obOnmactu Ooinee yem Ha 90 % mpencraBieHO pycckumu). Bee
MAIMEeHThl OCMOTPEHbI T€HETUKOM, MEAUAaTPOM, HEBPOJOTOM, OPTOMEIOM M O(TaTIbMOJIOrOM JIIs
BBISIBJIEHUS COIYTCTBYIOILIEH MAaTOJNOIMM. B nanbHelem, cOrinacHO METOIO0JIOTHH MPOTOKOIA, U3
oOIIero 4mucia BBIABICHHBIX OOJIBHBIX OBUIM BBIJIEJIEHBl MAIMEHTHl C HACJIEACTBEHHBIMHU
octeoxonapoaucmazusmMu (HOX/). Jdns auarnoctukn HOXJI, moMUMO AaHHBIX KIMHUYECKOTO
OCMOTpa, OLIEHUBAIM PE3YNIbTATHl PEHTI€HOJIOIMUYECKUX METO/I0B MCCIEA0BAHNUS, YIbTPa3ByYKOBOTO
uccnenoBanus (Y3M) KpymHBIX CyCTaBOB, MarHUTHO-pe30HaHCHOM Tomorpaduu (MPT) u pentren-
komnbioTepHoit ToMorpaduu (PKT) pa3nuyHbIX CErMEHTOB M OTIEJIOB OINOPHO-JBUTATEIBHOTO
annapata. Becp cnektp amarHoctupoBaHHblx HOXJI pacnpenensiii B COOTBETCTBUU €
MexayHapoIHO HOMEHKJIATYpOi HacJaeCTBEHHBIX 3a0oeBanuii ckenera 2015 [4].

Pe3yabTaTsl M 00Cy:K1eHHE

B pamkax nmpoBeIEHHOTO0 MENUKO-T€HETHYECKOTO MCCIEA0BAHUS BBIABIECH IIMPOKUN CHEKTP
MOHOT€HHOM  HacneacTBeHHON  matojormu  (MHII), compoBoxnaromieiicss — pa3iMYHbIMU
HapyIIEHUSMH CO CTOPOHBI OIIOPHO-BUIaTEIBHOIO allapara.

Hozomornueckuit cnexktp HOX] coctaBun 110 3abomeBanuii — 40 3a0oneBaHuii c
M30JIMPOBAHHBIM TOPAXKEHUEM OIOPHO-JBUTATENbHOr0 ammapara U 70 HO30(hopM, BXOAAIIUX B
COCTaB HACJIEICTBEHHBIX CHHAPOMOB (472 OosibHBIX). CHMIOTOMBI HAapyIIEHUS OIOPHO-
JBUraTenapbHoro ammapara otmedanuch y 31,87 % mnaumenroB ¢ MHIIL. M3 Hux naunueHts! c
M30JIMPOBAHHBIM MOPAKEHUEM OTIOPHO-IBUTATENBHOTO ammapata (279 6onbHbBIX) cocTaBumm 18,84
% ot obmero uncia 60apHBIX ¢ MHII, ¢ HacnencTBenHbiMu cuHapoMmamu (193 manmenta) — 13,03
%. COOTHOILIEHHE H30JIMPOBAHHBIX UM CHHAPOMANBHBIX (popM B rpynne GompHBIX ¢ HOX]/L (472
narueHTa u3 317 cemeit) cocraBwio 59,11 % (279 OGonpubix) u 40,89 % (193 GonbHBIX)
COOTBETCTBEHHO. Cpenu UIMPOKOr0 pa3HOOOpas3Hsi BBIABIECHHBIX HO30JIOTHYECKUX (OpM ¢
npu3nakaMmu HO BeisiBieHo 19 cemeit (29 OonbHbix) ¢ Al Tumom HacnemoBauus u 1 cembs (1
6ombHOI) ¢ AP Tunom HacnenoBanus. OOmas pacrnpocrpaneHHocTs HO 3abosieBanust coctaBuia
1:16582 (wmm 6,03 na 100000 HaceneHus ).

Jnsi OONBIIMHCTBA TMAIMEHTOB C JuarHoctupoBaHHbIM HO Obutn  XapakTepHBI Takue
CHMIITOMBI, KaK HEKOTOPOE YKOPOUEHHE M MCKPUBJIEHHE KOHEYHOCTEH, cabineBuaHas nedopMarius

KOCTeW TOJIeHH, KU(POCKOINO03, nedopMalMi TPYIAHOM KIETKHU, TOHKas, JIETKOpaHMMas KOXa,



yMEpEeHHasi TUNepMOOMIBHOCTh CycTaBoB. OIHUM W3 NAaTOTHOMOHUYHBIX MPU3HAKOB ObUIN
roixyoOble CKJIepbl. YMCTBEHHOE Pa3BUTHE Yy BceX OOJBHBIX B IpeEjeiax BO3pacTHOW HOpMbl. B
aHaMHE3€ — YacTble IEPEIOMbI, BO3HUKAIOUIUE OT HE3HAUUTEIbHOW TpPaBMbl, IPU 3TOM TSKECTb
NIEPEIOMOB HE COOTBETCTBOBAJIa CTENEHH TpaBMbl. [IpH PEHTreHOJIOTHYECKOM 00CeI0BaHUU
ONPEAEIAINCh KOCBEHHBIE NPHU3HAKU OCTEONOpPO3a, MCTOHUYEHUE KOPTHKAIBHOIO CJIOSl, TOHKHE
madu3bl ¢ pacHIMpPEeHHBIMH MeTadu3aMHu, KOHCOJIUAWPOBAHHBIC NEPEIOMBbl U KOCTHBIE MO3OJIH,
M3MEHEHHsI CO CTOPOHBI TEJI TO3BOHKOB (JIBOSKOBOTHYTHIE (opMmbl). JlaHHAs CHUMITOMAaTHKa
MO3BOJIMIIA TIPEATIONIOKUTH Y 00TbHBIX ¢ A/ THIOM HacnenoBanus Haaumuue HO Tum 1.

B nanpHeiliiem, mpy TIIATEIBHOM aHAJINW3€ MOJYYEHHBIX KIMHUYECKUX, AHAMHECTUYECKUX U
IeHEATOTMYECKUX JaHHBIX OBbLI BBISBICH MHTEPECHBIN Cilydail, ¢ MEPBHUYHO AMArHOCTHPOBAHHBIM
HO, coderaHHpIM ¢ JOOpOKAYECTBEHHON OIMYXOJbIO HIDKHEH dYemocTd (10  JTaHHBIM
IIPEIOCTABJIECHHON Ha MOMEHT OCMOTpPa MEAMLMHCKOM JOKYMEHTallMud — LIEMEHTOMA) H
AHOMAJIMSMU JUIMHHBIX TPYOUaTBIX KOCTEH (XPYNKOCTH/MHOKECTBEHHBIE MEPETOMBI M U30THYTOCTh
0ombiieOepioBeix KocTei) (1 cembs, 3 OONBHBIX). Y UICHOB CEMbU OBLIO B3SITO MHCHMEHHOE
MH(GOPMHUPOBAHHOE COIJIACHE HA y4yacTHE B JaHHOM HccCieqoBaHuU. [lo JaHHBIM pa3InYHBIX
aBTopoB [3,6,11,12,13], nanHOe couyeTaHUE CKEJIETHBIX AHOMAJMU SIBISIETCS KpaHE PEIKUM U
Tpebyer muddepeHIUPOBKH MEXAY TaKMMH 3a00JCBaHHUSIMH, KaK THaToxuadu3apHas AUCIUIa3Us
(GDD, OMIM#: 166260), rurantopopmuas nementoma (GC, OMIM#: 137575), u McCune-
Albright cuaapom (MAS wnu FD, OMIM#: 174800). Onucanue xmmHudeckux cirydaes FD u GDD,
a TaKke ux auddepeHnnanbHas AMarHoCTHKa B JIUTEpaType OCBEIIEeHbI KpaitHe ckyaHo [3,10,12].
[To ganneim E.W. Poraea u coaBt. 2016 1. [3], MHOKECTBEHHbIE MAaTOJOTUYECKHUE MEPEIOMBI B
JIETCKOM U TOJIPOCTKOBOM Bo3pacTe oanHakoBo xapakrepHsl a1t FD u GDD. uddepenunansuas
JUArHOCTHKa MX BO3MOXKHAa IIpU PEHTICHOJOIMUYECKOM HcciaenoBaHud. Hannuue yrommeHus
KOPTUKAJIBHOTO CJIOS B 30He ntuadusa u ero uckpusienue cneruduuno it GDD. MaTepecHo, uTo
npu GDD HenocpeaCTBEHHO NPOLECC KOHCOJMAALMM NEPEeIOMOB HE HapymieH. llpu Hewm
OTCYTCTBYIOT SIBJICHUS TPEBI0APTPO30B U 3HAUUMBIE JIepOpMalUU JIUHHBIX TPyOUaThIX KOCTEH B
30HE€ KOHCOJHMAMpOBaHHOIro Inepenoma. s BHeckeneTHbIX mposiBieHuid GDD  xapakrepHo
OTCYTCTBHE€ HW3MEHEHMH CO CTOPOHBI KOXXM M DOHIOKPHUHHBIX HAapyIIEHWH, 4YTO IO3BOJIET
muddepenuupoBath ee oT MAScuHIpOMa. B ommMCcaHHBIX 0 HACTOSIIETO BPEMEHU CEMEWHBIX
ciaydassx GC yacTh WIEHOB CEMEW MMeENH NeperaoMbl U cxoxyto ¢ GDD knmHMuYeckyro KapTHUHY.
Jlpyras ux 4yacTb — HE UMEJIM NIEPETIOMOB B aHAMHE3E.

B oOcnenoBanHoii Hamu cembe o0a mpobanma uMmenu HetunuyHyro g HO cxoxyro
KIMHUYECKYI0O KAapTHHY, KOTOpas Oblla TpelICTaBlieHa BBIPAKEHHBIMH  CaOJIeBUIHBIMU
neopmanusaMu KocTeld 00eux TroJieHeH M HEe3HAuMTeNbHOU Jedopmanueil KOCTeH IMpenIuiednid,

BCJICACTBUC MHOKCCTBCHHBIX IICPCIIOMOB, BO3HUKABIHIUX [IIPU HC3HAYUTCIIBHBIX OBITOBBIX



Harpy3kax (mpucenaHusi, TMOAbEM IO JIECTHUIE M T.N.), HAJMYMEM B aHamMHe3e y 000X
HOBOOOpa30BaHUM (1IeMEHTOM) BepxHeW W HmwkHed uyemocTH. O0a mpobaHIa HEOIHOKPATHO
npoorniepupoBansl B Poccuiickom onkonornueckom Hayunom Lentpe um. H.H. brioxuna (ynanenue
OTYXOJIH, TPOTE3UPOBAHUE HWKHEH 4YenmocTH), rae mepBudHo (B 1993 r.) Obul BBICTAaBIEH U
T'HCTOJIOTHYECKH TOJTBEpXkIeH auarto3: ['mranropopmuas meMeHToMa. JaHHBIN KIMHUYECKUN
ciyyaii Obi1 onucad B.B. Porunckum u coasr., (2010) [12]. Crapmuii Opat onepupoBaH Mo HOBOAY
nemMeHToMbl (1993 — cyOroTanmpHast pe3eKkius HUKHeW democtd, 1998 — penuauB omyxoiau u
MIOBTOpHOE BMemarenbcTBo, 2004 — pe3ekuus OMyXolIM BEpXHEW uemtocTH). B cBI3u c
MHO>KECTBEHHBIMH IaTOJIOTHYECKUMU IIE€PEIIOMaMH, MEPEMEILAJICS, UCIOJb3Ysl OPTONEANUYECKYIO
TpocTh. Muanmmuii Opat nepeaBUrasics ToJIbKO B MHBAJIMIHOW KOJISICKE, UMeJl B aHaMHe3e OoJbliee
KOJIMYECTBO MNATOJOTMYECKUX IEPEIOMOB KOCTEH, ABa)Kbl ONEPUPOBAH IO IOBOJY LIEMEHTOMBI
(2007 — cyOToTanbHas pe3eKkius HIKHeH dyemoctu, 2009 — pe3eKuus onyxoiau BepXHEH YeIoCTH).
ABTOpBI COOOIIAIOT, YTO 3a MEpPUOJl HAOMIOACHHUA IO MOBOAY HOBOOOPAa30BAHUN OTMEYANOChH
nporpeccupoBanue jaedopMaiuii  rpyJIONOSCHUYHOTO OT/ENa IO03BOHOYHHMKA U JUIMHHBIX
TpyOUaThIX KOCTEW, HAJIWYME MATOJOTMYECKUX MEPEIOMOB MpEAIUIeYH M TOoJieHeH y 00oux
npobannoB. Taxke, y nmpoOaHI0B HE OBUIO BBISBICHO KAKUX-JIMOO SHIOKPUHHBIX HApyIICHHH U
HapyLIEHUH KOCTHOTO MeTaboyim3Ma. B CBS3M C HEAOCTATOUHOCTHIO MaTEpPHAIbHO-TEXHHYECKOTO
OCHAIIICHUS, TeHETUYECKUue HcciaeqoBaHusd s AU(p(EepeHIMPOBKA U YTOYHEHHUS JMarHos3a, B
yacTHOCTH Ha Hanuuue myrauuu B reHax GNAS1 u TMEMI16E, e npoBoamiuck. Kpome Toro, B
CTaThe MPEJCTABICHA HE MOJIHAS POJOCIOBHAsI CEMbH — TOJIBKO JIBA TIOPAKEHHBIX cuOCca, YTO OBLIO
CBSI3aHO C IICHUXOJIOTMYECKON 3aMKHYTOCTBIO WIEHOB CEMbHM M 3HAYUTENIBHO 3aTPYIHSIIO TOYHYIO
JMArHOCTUKY 3a00JI€BaHuUs.

Ha momeHT Hamero ocmotpa y crapuiero Opara (Puc. 1, III-1) maGmioganace cremyromias
KJIMHUYECKass KapTUHA: MaJbYMK, HOPMAJbHOTO pPOCTa, C COXPAHEHHBIM WHTEJUIEKTOM, 0e3
SHJIOKPUHHBIX HAPYIIEHUH W TPU3HAKOB COCAMHUTEILHOTKAHHOW HCIUIa3HH, «calOieBHIHAS
nedopmarus rojieHel, UMeeT MeHee BhIpaKEeHHBIE JeopManuu 1 60jee COIMaIbHO aalTHPOBAaH
(mepenBuraeTcss MpU IOMOIIM OPTONEAWYECKOM TpocTH), ueM ero Opar. [laTomormueckux

nepenoMoB — 12. HukHss 4enrocTs IpoTe3upoBaHa Nocye YAAIECHUS LIEMEHTOMBI.
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1 2
Puc. 1. Pooocnosnas cemvu ¢ eHamoouagusapHotl oucniazuetl

VY mnaamero 6pata (Puc. 1, 111-2) BeisiBiieHa OoJiee Tspkenash KIMHUYECKas: KApTUHA: MalbUUK,
HOPMAaJILHOTO POCTa, C COXPAHEHHBIM MHTEJUIEKTOM, 0€3 SHIOKPUHHBIX HAPYIIEHUH M MPU3HAKOB
COCJMHUTEIIbHOTKAHHOW JMCIUIa3uM, OOIIee YHCIO TAaTOJIOTHYECKUX IeperomMoB — 14,
IlepenBuraercss TOIBKO C IIOCTOPOHHEH IIOMOLIBIO B Kpecie-kaTanke. Ha penTreHorpammax
OTMEYaIOTCSI MHOKECTBEHHBIE TEPEIOMBI KOCTEH ToJIeHH, UX Ipydast «cabieBuaHas» aedopmanus,
OCTEOIIEHUSI KOCTeH TOJIGHM W M30BITOYHBIE KOCTHBIE MO30JHM, a TakKXe IMepeIoMbl KocTeil

npenrieubs (Puc. 2). HiwkHss 4emocTh Takke MpoTe3upoBaHa.

Puc. 2. Ilepenomwvr kocmeiti npeonneyvs y npobanoa Puc. 1, 111-2

[MIpu Geceme c¢ 6abymxkoit (Puc. 1, 1-3) u otmom (Puc. 1, II-1) mpobGanmoB cocraBieHa
POJIOCIIOBHAS ¥ MOJTy4€HA JIOTIOJHUTENbHAsE HH(POPMaIHst 0 €€ MyXe, JeTAX, B TOM YUCIIC MaTepu U
namu - npobarmoB. Y otma  (II-1) mnpobaHmoB oTMeuUannch HE3HAYUTENbHBIE MPHU3HAKU
COeMHUTENbHO-TKaHHOU auctuiazuu. Jex (I-1) u 6adka (I-2) kIMHUYECKH 310POBHI.

Co cnoB 6abymiku, y e€ Myxa ObLIM YacThie MmepesioMbl, HO He Oosiee 10, omyxosei JuIeBoro
CKeJleTa He Halo1anocs, yMcTBeHHO coxpaHeH. CbiH ymep B Bo3pacte 26 set (Puc. 1, 11-3). Tlo
corjacoBaHuio ¢ 0a0Oymkol MpoOaHIOB MPOCMOTPEHA €ro METUIIMHCKAas KapTa, U3 KOTOPOU
CIIEZIOBAJIO, YTO Yy HEro OIyXOJIEH JHUIIEBOTO CKeJeTa He HaOJrolanoch, a HA OCHOBAHUHU YacThIX
nepenoMoB (15-17) mocraBnen mmarnos: HO. Jledhopmaruii koHeuHOCTEH cHErUPUUHBIX IS

npo6anoB («cabneBuaHas» AehopMalys rojieHei) He ObLIO.



Y nouepu (Puc. 1, II-2) mepenomsr (6—7 B aHamMHe3€) HE COMPOBOXKIATUCH HWCKPUBICHHEM

KOHEYHOCTeH (puc. 3).

Puc. 3. Penmeenocpammsl kocmeli 20J1eHU U KOJIeHHbIX CYCMA808 Mamepu npooaroos

[lepenBuraercs caMOCTOSITEIbHO, 0O€3 MOCTOpOHHEH momomu. bbula ocMoTpeHa ML
BU3YaJIbHO, OT JIETAJILHOTO KIMHUYECKOTO OCMOTpa OTKa3zajach. HMKHsSA 4enrocTh MpoTe3npoBaHa,
MIPOOIIEPUPOBAHA TI0 TIOBOAY YAAJICHHUS LIEMEHTOMBI, THCTOJIOTMUECKH OITyXOJIb HICHTUYHA TaKOBOU
y 000X MpoOaHaoB. YUHUThIBas HEOOJBIIOE KOJIWYECTBO MMEPEIOMOB, OTCYTCTBUE JedopManuii
KoHeuHocTel, B 1994 r. eii ObUT BBICTaBIICH TOJIBKO Auaruo3: Llementoma (uepyOusm).

Takum 00pa3oM, BCceM MOpaKEHHBIM 4WIEHAM JaHHON CeMbH BpauyaMu pa3jIdyHOTO HpPOQHIIsL
ObUIM BBICTABJICHBl pA3JIMYHBIE JAWArHO3bl (HA OCHOBAHWMHU TPENOCTABICHHOM MEIUITUHCKON
JOKYMEHTAIUH): ABYM MpoOaHaaM — r’MraHToO(OpMHAs [IEMEHTOMA, UX MaTepu — 4epyousMm, Jau -
HECOBEPIIEHHBII 0cTeoreHes3, 60JIbHOM Jie]l 0 MAaTePUHCKON JIMHUH 33 MEIUIIMTHCKON TTOMOIIBIO TI0
MOBOJY IEPeJIOMOB He oOpamiancs, Jedwics camocTosTeabHo. C ydeToM JaHHBIX aHAMHeE3a,
TeHEANOTMYEeCKOro 00CiIeJ0BaHusl, Ha OCHOBAHHUHM TNOJYYEHHBIX TPU OOBEKTUBHOM OCMOTpE
npoOaHJOB JAHHBIX HaMU MEPBUYHO OBLI YCTAHOBJIEH JHAarHO3: CEeMeiHas TUraHto(popMmHas
uementoma (GC, OMIM#: 137575).

[Tpoenennoe E.U. PoraeBbim c coaBt. 2016 r. [3] momHo3k30MHOE uccnenoBanue (ExoME),
MOKa3aJio HAJIMYMe TeTepo3uroTHoi muccenc myraruu ¢.1067G>A (p.Cys356Tyr) B rene ANOS y
o0oux npobanaoB U nepBUuUHBIA nuarHo3 GC, Obul U3MEHEH Ha rHaToAuadHU3apHYIO0 AUCIUIA3HIO
(GDD). Taxxe, npu ExoME-uccnenoBannu y o0oux npo6anaoB ObIIM BBISBICHBI €IIE IBE PEIKUE
rerepo3urotHsie Myranuu B redHe komutareHa COLSA1 (c.1588G> A (p.Gly530Ser) u ¢.2852A> G
(p.Asn951Ser)). Ha ocHOBaHMM TPOBEACHHBIX TOTIOJHUTEIBHBIX HCCIEIOBAHHUIA aBTOpaMHU OBLIO
YCTAQHOBJIEHO, YTO O0€ 3THU peIKHe MYTAIlMM MOTYT HAcJeIoBaThbCs JUIIb MO JIMHUM OTHA, YTO

00BICHSIET OTCYTCTBHUC BHCUCPCITHBIX HpOSIBJICHI/Iﬁ Y MaTcpHu. B cBoro o4ucpclib COUYCTAHUC MYTaI_II/Iﬁ



B reHe kojutareHa COLSA1 ¢ myranueit ANOS MoxeT 0OBACHATH Oosiee TsKeNble MPOsSBICHUS
MaToJoruu y o0oux cHOCOB, a TaKKe BapHaOEeNbHOCTh KIMHUYECKUX MPOSBICHUN, HE MOIHOCTHIO
yKJajpIBaromuxcs B kiaccuueckyro kaptuny HO, GC u GDD [3].
[Tonmy4yeHHbIe TaHHBIE MO3BOJIMIIM UCKIIOUUTH JAHHYIO CEMbIO M3 PAaCUeTOB OTSATOIEHHOCTH

HO. B pe3ynbrare o61mas pacnpocTpaHeHHOCTh coctaBuia 1:18424, otsromeHnHocTts — 5,43.

3aki0uenue

B pesymbraTe MpOBENEHHOTO  TI'€HETUKO-3MHUIEMHOJOTHYECKOTO  HUCCIEAOBaHHUS U
MPUBEICHHOTO KIMHUYECKOTO MpHUMeEpa IO0Ka3aHO H3MEHEHHE IOKa3aTelel OTATOIEHHOCTH U
pacnpoctpanenHoctd (¢ 1:16582 u 6,03 nmo 1:18424 wu 5,43) mnocine anekBaTHOM
middepeHnnanbHON AMAarHOCTHKM BCEX CilydaeB 3a00JieBaHUs, a TakkKe HEO0OXOAMMOCTh IO
BO3MO’KHOCTH TIOJHOTO 00CII€JOBaHUSI BCEX JOCTYIHBIX Ui OCMOTpa YJICHOB CEMbH IpoOaHjaa ¢
MCTOJIb30BAHUEM COBPEMEHHBIX METOJIOB HCCIIEIOBAHUSA, B TOM YHCIIE MOJIEKYIISIPHO-T€HETHYECKIX
MCCIIeIOBaHUM (BKJIIOYAsl TOJTHO?K30MHBIE MCCIEAOBAaHUS), Ul TOYHONW NOCTAaHOBKM JMarHosa,
OTIpeNieNIeHUs] TMPOTHO3a M TAKTUKU BO3MOXHOTO JICUEHHUS MpoOaHIa, KOPPEKTHOTO MEAUKO-

TFCHCTUYCCKOT'O KOHCYJIbTUPOBAHUS.

Hccneoosanue evinonneno npu yacmuynoi @unancoeoii nodoepycke PODH ¢ pamkax Hayunwix
npoexmog Nel7-04-00288, PH® 17-15-01051.
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