DuodpoaucIasus occupuuupywinas nporpeccupyromas (POII)

®udpoaucniaazus occupuuupyomasi nporpeccupyromasi (POII) — ynprpapenkoe reHeTHYECKOe HapyIIeHHEe 0CTEOreHe3a, P KOTOPOM
MPOUCXOIUT (popMHpOBaHUE 04aroB rerepoTonuyeckoit occudpukanuu (I'O) B MATKUX TKaHSX, MBIIIIAX, PaCIUIX, CYXOKHIUAX U CBSI3KAX.

dopmupoBanue reaepann3oBaHHoi ['O mocTeneHHo NPUBOIUT K IPpyOsIM (DYHKIIMOHAIBHBIM HAPYIICHUSIM OIOPHO-ABUTAaTEILHOTO amapara

BIIJIOTH A0 IMOJTHOM 0663)1BI/I)KCHHOCTI/I IHalucHTA.

3anoao3puts ®OII MmoxHO 3a705T0 10 00pazoBanus ['O-nipu pokaeHnn pedeHKa UMEET MECTO
(dbeHoTunuyecKasi CTUrMa-JByCTOpOHHsIS iehopmaniyst OOJIBIIMX MaJIbLIEB CTOM (KJIMHOJAKTUIHS) C
WX BaJIbTYCHOW JIeBUAIlMEH, YKOPOUCHHEM, TIOJIBBHIBUXOM B TUTFOCHE(AIIAHTOBOM CyCTaBe, MHOT/A C
pa3BUTHEM CHHOCTO3a MEK()aTaHTOBOTO CyCTaBa.

Pa3Butre ['O nporcxoauT OTCPOYEHHO — MOSBICHUE KPYIHBIX BOCHAIMTEIbHBIX Y3JI0B B TOJILE

MSATKHX TKaHEH pa3HOro pa3Mepa U JOKaJIn3aluH(«BCIBILIKN»), BOZHUKAIOIIUX I10]] BO3ACUCTBUEM
TPUTEPHBIX (PaKTOPOB (Ualle Bcero (hu3nueckux TpaBM (yUIObI, MageHus ), ATPOTEHHBIX
MEJIUIUHCKUX Tponeayp (B/M MHBEKIIUU, CTOMATOJIOTHUECKUE MAHUTTYIISIIIAN U JIp.)

'O nprpeccupyroT, UMEIOT TEHICHIINIO K CIUSHUIO U (POPMUPOBAHUIO OOJIBIINX 00EMOB KOCTHOM
TKaHH, PACIIONIOKCHHON BHECKEIETHO, YTO MPUBOJIUT K CHIYKCHHUIO MOOMIILHOCTH TAI[UEHTA.

Juarno3 @OII ycranaBiuBaeTcsi HA OCHOBAHUU KIMHUYECKOM KapTHHBI. O0s13aTebHBIM
YCIJIOBUEM IIOCTAHOBKU JAMATHO3a SIBJISIETCS FEHETUYECKOE TECTUPOBAHUE ~HAJINYUE MYTALUi B TeHE

ACVR1

JleBouka oT 4 6€peMEHHOCTH, TPOTEKaBIIEH 0€3 OCIOKHEHUH.
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Ha 20 nenene 6epemenHocTH, o gaHHbIM Y 3U, 3aperucTpupoBaHbl KOPOTKHE

TPYG‘-IaTI)Ie KOCTH.

HpI/I POXACHUU 3aMCTUIIU MaJ'IL(bOpMaI_II/II/I IICPBLIX IIAJIBIEB CTOII.

o roma orcraBana B MoTopHoM pa3Butuu. ®P u HITP 6e3 ocobenHoCTEH

HaCJ'IeI[CTBeHHOCTL 10 pEBMAaTUYCCKUM 3a00JICBAaHHUSIM HE OTATomIcCHa.

1- OTrpaHu4eHHOE 00pa30BaHKE B IIPOCKIIUU

JIOTIATOYHOW OOJIACTH CIIEBA C PACIPOCTPAHECHHEM

napaBepTeOpanbHO

IUTFOCHEBBIX KOCTEH U BaJIbIyCHas AeBranus [
IUTFOCHE(AJIAHTOBBIX CYCTABOB.

2-KJIMHOTAaKTHITUS TIEPBBIX MMaJbIIEB, BRIPAKCHHAS
CKOILLIEHHOCTb JIaTePaIbHbIX OTAEIOB T0JIOBOK |

B 9 netr 8 mec. ponuTeny oOpaTHIM BHUMaHNE Ha IPUITYXJIOCTh B 00JIACTH MSATKUX
TKaHE! JIOMaTOYHOM 00JIaCTH CI€Ba, OHO YBEIMUYUIIOCH B HECKOJIBKO pa3 B TeueHue 14
JTHEH.

bbu10 orpaHnueHNe aKTUBHBIX U TACCUBHBIX ABW)KEHUH B JIEBOM IIJIEUEBOM CYCTaBE.
@aKT TpaBMbI OTPHULIAJICSL.

[Tpu oOparieHnu K ZETCKOMY XUPYPry: KOHTJIOMEpAT MIATKUX TKaHEW TP MaJlbIaiu
TJIOTHBIN, MaTI000JIE3HEHHBIH, TETUIBIN Ha ONTYyIh, 00JIE3HEHHBIN MIPU MaJbIIAIUN B
MPOEKIIUU OCTUCTOTO oTpocTka Th4.

V3MU MATKHMX TKaHEH - U3MEHEHUS ObLIH PaClCHCHBI KaK 00BEMHOE O6p330BaHI/Ie B
00JIaCTH CIIUHEI CJICBA.

[Tox ymbTpa3ByKOBBIM KOHTPOJIEM BBITIOJIHEHA TYHKIIHS 00Pa30BaHUS-TIO JaHHBIM
HHUTOJOTHYECKOr0 HCCIIeI0BaHUS -aTUITUYHbIE KJIETKU HallIeHbl HEe OBLIH.

MPT - MPpHU3HAKHU BOCIIAJIUTCIIBHOI'O MHUO3UTA, O6CY>KZ[EU'II/ICL TAKXC HCOINNIACTUYCCKUC
HN3MCHCHUA.

KT- HCOAHOPOAHBIC H3MCHCHUA MBIIICYHOI'O CJIOA JICBBIX OTACIOB CIIMHBI

l KaunoxakTuiimsi NMEepBbIX MAJbLEB

(KIMHUYECKMM CJIy4ail)

IMponosmxenne quarnoctuxku B KLl HUU pesmartosnoruun um. B.A.Haconosoii

ABtop: Cyxapes I'. U
Hayunblii pykoBoaureb: [Tamuuckas H.b

[To pe3ynbraraM 00BEKTUBHOTO 00CIIeJOBaHMs (PU3UUECKOE PA3BUTHE JIEBOUYKH COOTBETCTBOBAIO Bo3pacty (9 jieT 9 Mec.), MoxoaKa caMOCTOSITeNbHAs, B

JUIEBOM (PEHOTHIIE OCOOEHHOCTEH HE OTMEUYEHO.

e KoCTHO-CycTaBHas CUCTeMa: OrpaHUYCHUE ABMKCHUI B HICHHOM OT/ele MO3BOHOYHHUKA, BUAUMBIN occudukar (0kojo 2 cM), Malibhopmanus
MEPBBIX MAJIBIIEB CTOI U KUCTEH, NeUrypamus, MPUITYXJIOCTh U OOJIE3HEHHOCTD JICBBIX H MPABBIX KOJEHHBIX M T'OJICHOCTOITHBIX CYCTaBOB, OTPAHUYCHHE

poraruu, 60JIe3HEHHOCTh NMPH MaJbIIAlUH JIEBOTO U NMPABOT0 Ta300€IPEHHBIX CYCTAaBOB.

e PeHTreHonorndyeckoe ucciieIoBaHue: MPU3HAKU KIMHOJAKTUIINHY, BaJIbI'YCHOHN JeBUaluu, Aehopmarus auapu30oB 00IbIIeOEepPIIOBBIX KOCTEH C
Y4aCTKaMHU pa3pacTaHus U YaCTHYHAS OCCHU(PHUKAIMI MEKKOCTHOM MEMOpaHBI JIEBOTO MPEAIUICYbs C PA3BUTHEM CHHOCTO3a.

e Pe3yibTaThl IPOBEICHHOTO MOJEKYIISIPHO-TEHETHYECKOTO UCCIIeIOBaHUs Ha 0a3e MeMKO-TeHeTHIEeCKOro HayqHOoro IieHTpa uMeHHn akanemuka H.IT.boukoBa -
3aperuCTPUPOBaH MaToreHHblid BapuanT ¢.617G> A(p.Arg206His) B sk3one 6 rera ACVRI1 B reTepo3UroTHOM COCTOSIHUH.

Ponurenu He 00CIIEI0OBAHEIL.
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KomniekcHoe oOciegoBanme moKa3ano, Hajauuume Yy pedeHka JABYX
BepU(UIIUPOBAHHBIX NATOJIOTHYECKHUX COCTOSIHUIA:

1) oppanHoro renernveckoro 3adonesanuss ®OII (kuHOTAKTHINA |-X TMajblIEB
cTon; Majdb(popmanus 1-X maableB KHCTEH; reTepOTONMNYECKHE OCCU(PUKATHI B MATKUX
TKaHSX IIeH, IUIEYeBOrO IMosica; MepudepuyecKue OCTEOXOHAPOMBI B 00JacTh
MeTtaduza O0nbIIeOeplIOBOM KOCTH W JTUCTAIBHON TpeTh ManoOepIioBOM KOCTH
CIpaBa); pe3yabTaThl MOJEKYIIPHO-TEHETUYECKOTO MCCIIEJOBAHUA-3apPErUCTPUPOBAH
natoreHHblii Bapuant ¢.617G> A(p.Arg206His) B sk3one 6 rena ACVRI B
reTepO3UTOTHOM COCTOSIHUN).

2) IOBEHMJIBHOIO0 XPOHHYECKOI0 apTPHUTAa, NMOJMAPTHKYJAPHOr0 BapHAHTAa C

BOBJICYUCHHUCM Ta306el[peHHLIX, KOJICHHBIX U T'OJICHOCTOITHBIX CYCTaBOB.

Pe3vJabTaThl JMHAMHYECKOr0 HAOJIIOICHNS

KalbIIMHATHBEIMU BKJIIOUCHHUSIMH, COOTBETCTBYIOIINMHA reTepOTOMNYECKON
occuuKaIim.
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C BozpacTta pebenka-10mer 10 Mec. marMeHTKa HaXOAUTCA Ha KOMOMHUPOBAHHOM
tepanuu: TopauutuauO+HIIBII+nanoBaporen (B moanepxuBaromiei 1o3e 4

MT/CYT.)

Ha npoTspkeHnu nocneayronmx 6 Mec. 10 HACTOSIIETO BpeMeHHU y pebeHka
OBLJIO 3aPETUCTPUPOBAHO 2 «BCITBIIIKIY, KOTOPHIE HE OBLTH CBS3aHBI C
TpaBMaTH3alHEH

OtMeueHbl HexxenaTeabHbIe 3P GEKTh TEpA MaJIOBAPOTEHOM (TTOSBIICHUE
CBINH), KOTOPBIE HE TpeOOBaIM OTMEHBI IIperapara -lpoBOANIACH
KOPPEKIUU JI03bI-yMEHbIIIEHUE

CocrosHue peﬁeHKa K HaCTOAIIEMY BPEMCHU CT36HHH3Hp0BaJIOCB l

OT nosIBNIEHUS BOCTIAJIUTENHHOTO Yy3J1a («BCIBIIIKA») K 00pa30BaHUIO T€TePOTONMNYECKON KOCTH l

JleyeHue Ha4yaTo C MynbCc-TEpPAUU JEKCAMETa30HOM, YCUJIEHO 3a CUET
MpEnapaToB «TapreTHOro» AeucTBust nHrnouTopa JAK-kuHazpl —
todpanutuauba u HIIBC.

NuaunupoBano Ha3HAYeHHE CIeH(UYIECKON MATOreHeTHYeCKOM
Tepaluu - NpenapaToM najoBapoTeH

ITajioBapoTeH — aroHKUCT PEIENTOPa PETHHOEBOW KUCIOTHI, CHUKAET
XOHJIporeHe3 U MU GepeHITMPOBKY OCTEOIMTOB - 00pa30BaHUE
SHIOXOHAPATBHOW KOCTH
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IIpencraBaeno peaxoe coueranue @OII u 10OBEHUIBHOTO apTPHUTA.

e BaxHo paHHee pacnio3HaBaHHe (EHOTHIINYECKUX MAPKEPOB
@®OII, MUHUMU3AIHS ITPOTEHHBIX BMEIIATENIbCTB,
MapUIpyTU3aLUUs B 9KCIIEPTHBIN LIEHTP U
VH/IMBUTyaJIM3UPOBAHHBIN TOJXO0/I IPU BBIOOPE TEPAIUH.

e PaHHfIf THATHOCTHKA reHETHYECKOr0 3200JIeBAHUS TIO3BOJIUT
HabIoatoleMy NeANaTPy 3apaHee 03HAKOMUTHCS C 3TOMN
MaTOJIOTHEHN, ONTUMHU3UPOBAThH ABUTATEIbHBINA PEXKUM TaHHOTO
pebEHKa, ObITh TOTOBBIM MPUMEHHUTDH W3BECTHBIE MPENapaThl MpU
MOSIBJIEHUH HOBBIX OCCU(UKATOB.

e  BBujay TaxKEIBIX 0CI0KHEHUI JaHHOTO 3a00JIeBaHMs, OOTHHBIC
TPEOYIOT KOMIUIEKCHOTO U MYJIbTUIUCIUILUIMHAPHOTO TIOIX0/1a,
JOJKHBI HAXOOUTHCS IO IIOCTOSHHBIM HAOJIIOACHUEM JICUAIETO
Bpaya, CJIeJJOBaTh PEKOMEHIAITUSAM KOHCEPBATUBHOTO JICUYEHUS 10
MOKA3aHHIM.

e Tpyaorepanusi U KOHCYJIbTAMH 1O MPO(ecCHOHATBHOMY
00pa30BaHUIO MOTYT OBITH OYEHB MOJIE3HBI, TAK KaK, HECMOTPS
Ha NIMPOKOE PAaCIPOCTPaHEHUE T'eTePOTONNIECKON OCCH(UKAIIN
U TIPOTPECCUPYIONIYI0 HHBAIUIHOCTD, OONBIIMHCTBO MAI[IEHTOB
BE/IYT NPOIYKTUBHYIO M IOJTHOLCHHYIO KU3Hb.




