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YTo uMeeTCH B BUAY NOA 3AO0POBbEM KOCTEN?

3/10pOBBE KOCTEH OOBIYHO OTHOCUTCS K IVIOTHOCTH KOCTU. HU3Kast IJIOTHOCTh KOCTHOU TKaHU
MOZKET IIPUBECTU K OCJIa0JIEHHIO KOCTEH U OOJIBIIIEH ysI3BUMOCTH K IIepesioMaM. 370pOBbe KOCTeH
BaJKHO JJIsI BCeX, 0COOEHHO IS JII0/IeN TTOKUIIOTO BO3pacTa.

Mo4yeMy 3A0pOBbE KOCTEN IBASIETCA NPOGAEMON CMHAPOMA PeTTa?

ITpu cunpome Perta cHIDKaeTCs IVIOTHOCT U Macca KocTel. BesiezicTBre 3TOTo MpOIeHT
IIEPEIOMOB Y MAIIIEHTOK MOBBIIIAETCS ITOYTH B YETHIPE pas3a M0 CPABHEHUIO C OCTATTHHBIM
JKeHCKUM HacesieHueM. [lepes1oMbl MOTYT BO3HHUKATh CIIOHTAHHO U3-3a IIPOCTON TPABMBI WJIH
najieHus, UM HanboJiee 0/IBEPKEHBI JUTMHHBIE KOCTH PYK U HOT. [IepesioMbl TO3BOHOYHBIX
KOCTeH Tak:Ke PacIpOCTPaHEeHbI IPU cUHIpoMe PeTTa 1 0OBITHO CBA3aHBI C 0OCcTeOnopo3oM. K
COXKQJIEHUIO, UX YaCTO CJIOKHO OOHAPYKUTh, 1 OHU MOTYT OCTAThCsI 6€3 MeAUITMHCKOU ITOMOIITH.
[1/10THOCTH KOCTH MOXKET OBITH HU3KOU Y IEBOUEK C CHHIpPOMOM PeTTa B Bo3pacre mJiazlie
TpeX—ueThIpeX JieT. MHOTHe JIIOAN ¢ CHHAPOMOM PeTTa KUBYT /10 B3POCIIBIX JIET, ¥ IO3TOMY
He00X0/11MO, UTOOBI 37I0pPOBbE UX KOCTeH HaJyIexanuM o0pasoM Mo/ZiepKUBaIoch Ha
MIPOTSKEHUHU BCE KU3HH.

Jluna ¢ cuHpoMoM PeTTa 4acTo UMEIOT MEHbIIIE MBIIIIEYHON MAacChl, a IX KOCTU MEHBIIIE, UTO
MOXKET BJIUATH Ha IIVIOTHOCTDb KOCTH, 0coOeHHO Yy T€X, KTO HE MOXKET XOOUTb.

HexkoTopsle NpOTUBOSNUIIEITUYECKHE IIperapaThl MOTYT OKa3blBAaTh BIUAHNE HA YMEHbBIIICHUE
IJIOTHOCTH KOCTHOU TKaHU. [Ip0o6JieMbl ¢ MUTaHUEM U POCTOM TaK?Ke MOTYT IIPUBECTH K
mpobsieMaM co 3710pOBbeM KocTeld. OTCpOYEHHOE IT0JIOBOE CO3PEBAHKE PACIIPOCTPAHEHO B
cuHApOoMe PeTTa 1 MOKeT BIUATH HA PA3BUTHE KOCTEH, IOCKOJIBKY 3CTPOTEH UTPAET BAIKHYIO
poJib B GOPMHUPOBAaHUH KOCTEH BO BpeMsI IIOJIOBOTO co3peBaHus. [10710Boe co3peBaHme MOXKET
HACTYIATh elle IMO3KE B CJIyYae, ecIv y JeBOUEK HIU3KUH Bec (TakKe PACIIPOCTPAHEHHBIH IIpH
cuHzpome Petra) wim y jiur ¢ 6osiee Tsokeson myranueit p.Arg168 * MECP2.

HackoAbkO pacnpoCTpPAHEeHbl NPOGAEMBI CO 3A0POBbEM KOCTEU MPU CUHAPOME
PeTtTa?

[Tepesiom mpezacTaBiseT cOOOU CyIIeCTBEHHOE OpeMs /il MAIIEHTOB ¢ CUHAPOMOM PeTta 1 ux
onekyHOB. [lepesioMbl MOTYT OBITH TPYZHO PACIIO3HABAEMbBIMU, YUUTBIBAS, YTO HEKOTOPHIE JIIOTN
00J13/1al0T CHUKEHHBIM ITIOPOTOM UyBCTBUTEIBHOCTH K O0JIU U UCTIBITBIBAIOT TPYAHOCTH B
BBIpa’keHuH Jit006oro auckoMmdoprta. ITpobsieMsl co 3/10poBbeM KOCTeN HEpAaBHOMEDPHHI  BCEX
smonel ¢ cuaapomoM Perra. CymiecTByeTt 60Jiee BBICOKHUM PUCK IEpeioMa y HAallEHTOB C
MyTanuein p.Argi68 * wiu p.Arg270 * npu HaJTUUNU SUJIETICUU U IIPU UCIIOJIb30BaHUU
oIpezieJIEeHHbBIX POTUBOANUIENITUYECKUX IIPenapaToB. Pa3pyliieHre TeCHO CBA3aHO C YPOBHAMU
MOOMJIBHOCTH ¥ CIIOCOOHOCTBHIO BBIJIEPKUBATH BEC — Y JIFOJIEH ¢ MEHBIIIEH IMOBIKHOCTHIO U
OTrpaHUYEHHOH CIIOCOOHOCTHIO BBIZIEP;KUBATH Bec O0Jiee BbICOKA BEPOSATHOCTD IepeioMa.

YTOo cAeAyeT NpeANpPUHATbD CEMbE NauMeHTa?

UYJieHBbI CEMbHU U JIPYTHE JIUIA, OCYIIECTBIISAIONINE YXO/, IOJI?)KHBI 3HATh O YaCTOTE II€PEJIOMOB IIPU
cuHpoMe Perra, 4TOOBI OHU MOTJIN 00ECIEYNTh HAJIEKAIIUH HAZ30P 3a JeSITETbHOCTHIO
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0OJIBHOTO U CBECTH K MUHUMYMY PUCK HECYACTHOTO CJIydasl WIN NaIeHUs, B TOM YUCJIE IPU
HCIIOJIb30BAHUU 00OPY/IOBAHUSA U BO BpeMs ePeBO30K . CeMbU MOTYT MO//IEP>KUBATH 37I0POBbE
CBOEH JI04uepH, yBeauunBast GU3NIECKYI0 aKTUBHOCTDb U 00ecrieunBas aZieKBaTHOE MoTpebieHne
KaJIbIUA U BUTaMuHa D.

TeM, KTO He MOKET MTePEIBUTAThCsI 0e3 HHBATUIHOM KOJIACKH, PEKOMEH/IyeTCsI HAaXOIUThCS C
IO/IZIEPKKOM B CTOSIUEM ITOJIOJKEHHUH BO BpeMs TpaHCGhEPOB U HUCIIOJIb30BATh CTOSUYIO paMy He
MeHee 30 MUHYT B JieHb. J[Jis TeX, KTO CIIOCOOEH XOIUTh, BOCITUTATEIN MOTYT CTABUTD IIeJTh
YBEJIMYUTH JUCTAHITHAIO U/ WU MPOJOJI?KUTEILHOCTD IIPOTYJIOK KaXK/AbIH JIeHb, IT0 BO3MOKHOCTH
BILIOTH JIO IBYX YacOB B JIeHb. [IpOTryJiKa MpH COAEHCTBUU OTIEKYHOB PEKOMEH/IyeTCs LISl TEX, Y
KOro MO6I/IJ'IBHOCTB OorpaHHu4Y€Ha. HJIaHI/IpOBaHI/Ie CO BCEMH OIIEKyHaMH, BKJIIOYaA HIKOJIbI, BaXKHO
JUIST oTIpefieJIeHsI CPOKOB 6e30ImacHOoN (pU3MIecKOr aKTHBHOCTH.

CyLLEeCTBYIOT AU YCTAHOBAEHHbIE BAPUCAHTbI A€4EHMUS / NOAAEPXAHUS 3A0POBbA?

KiinHnueckas onjeHKa COCTOSTHUSA 3/I0POBbsI KOCTEN JOJKHA HAUMHATHCSA C PAHHETO BO3pacTa U
IIPOIOJI’KATHCS IT0 Mepe He0OXOAUMOCTH, OCOOEHHO B IIEPHO/, IIOJIOBOTO co3peBaHus. Ciaenyer
YUIUTHIBAaTh PYTUHHBIE (PAaKTOPHI PUCKA: CIIOCOOHOCTH XO/IUTh, HAJIMYNE MyTallli, CBI3aHHBIX C
OOJIBITIEN CTEITEHBIO TKECTH (B yacTHOCTH, P.Arg168 *, p.Arg255 *, p.Arg270 * wiun
p.Thr158Met), npeanricanHble IPOTUBOCYIOPOKHBIE MIPENapaThl, ¥ MPe/IHCaHHbIe OPATbHBIE 1
BHYTPUMBIIIIEUHbIE TIpeapaThl mporecrepoHa. Haimuue mepesoma accoruupyercs ¢ 6osiee
BBICOKHM PHCKOM IIOCJIEyOIero mepesaoma. Korya BeIABIIsSIOTCS GAaKTOPHI PHUCKA, CIEAYET
IIPOBOJIUTH U3MEPEHU MUHEPAJTIbHOU IJIOTHOCTH KOCTHOU TKaHH, a 3aTEM OTCJIEXKUBATh UX B
Oymy1iem.

MuHepayIbHYIO IJIOTHOCTh KOCTEN MOKHO OI€HUTD, UCII0JIb3Yys 160 DEXA-ckaHMpOBaHUE,
JI60 KOJTMYECTBEHHOE YIbTPa3ByKOBOE HCCile/loBaHue. KiTmHUUecKasi OIleHKa MOYKET IIPOBEPUTD
HNMT, ypoBeHb MOOHIILHOCTH, BO3/IEICTBHE COJTHEUHOTO CBETA U IOTpebIeHUe KaJIbIHA U
ButaMuHa D.

KakoBbl NepBOHAYAAbHbIE BAPUAHTbI AeYeHua?

BMmemaTesibeTBa BKJIIOUAIOT IBA OCHOBHBIX HAIIPaBJIEHUS /IS YJIyUIIIEHUSA 3/T0OPOBbsI KOCTEH: 3a
cyeT yBenmdeHus GU3NUecKON aKTUBHOCTH /11 YKPETJIEHHUS MBIIIII U ITOBBIIIEHUS TVIOTHOCTH
KOCTHOH TKaHH, a TaK’Ke IyTeM J100aBJIeHUs KaJIbIUs U BUTaMHHA D. YUuThIBast U3MEHYHUBOCTh
(pu3mUecKrx BO3MOKHOCTEHN 15 JIEBOUEK U JIUI] C CHHAPOMOM PeTTa, peKoOMeH/yeTcs
obOpartuthces K GU3NOTEpANeBTy /I pa3paboTKU IJIaHa PU3UUYECKON aKTUBHOCTH,
aJIalITHPOBAHHOTO K ITOTPEOHOCTAM uesioBeka. Ecyii moTpebiieHre KaTbIUsa HU3KOE, OHO MOKET
OBITH YBEJIMYEHO C IIOMOIIIBIO0 OOTATHIX MJIN 00OTAIeHHBIX KaJIbIIeM MPoayKTOB. Ecu
moTpebJIeHre KaIbIUs He MOYKET OBITh YBEJIMYEHO TOJIBKO C IIOMOIIIBIO TUETHI, Bpau MOKET
Ha3HAYUTD J0OABKYU KaJIbIU I 0OecliedeHns peKOMEHJ0BAHHOU JHEBHOU HOPMBI.
PerysisipHble aHATHM3BI KPOBU MOTYT OBITh MCIIOJIb30BAHbI JIJIS OIIEHKU YPOBHS BUTaMuHA D, 1
€CJIM OH OKaXKeTCsI HUYKE 75 HMOJIb / JI, Balll Bpad OyZleT peKOMeH/10BaTh Oe30I1acHble B JaHHOH
MECTHOCTH COJTHEUHBIE€ BAHHBI 1 ITOJIKIIOYEHNE MUIEBBIX J00aBOK. I171aHbI TOJKHBI BKJIIOYATh
peaTMCTUYHbIE OXKUJIAHUS /11 YBETUUEeHUS (PU3NIECKUX HATPY30K, TOTPEOIEHNE KATBITUS U
BUTaMHHa D, yYUTHIBATh MOTPEOHOCTU U BO3MOYKHOCTH.

dapmakosiorTuuecKre BMellaTe1bCTBa PACCMATPUBAIOTCA IIPU COYETAHUYN HU3KOU IVIOTHOCTU
KOCTHOM TKaHU U UCTOPUHU IpeAbIAyIIero nepesoma. IIpenaparts: bucocdoHara MOryT ObITH
MI0JIE3HBI, XOTA B HACTOsAIIlee BpeMs B OTHOIIIEHUH cUHApoMa PeTTa Maso onmy6InKOBaHHOU
suTepatypsl. [II0THOCTh KOCTHOM TKAHU CJIe/lyeT IepecMaTpPUBATh uepes To/l IOCJIe Tepanuu
6uchochoHaTOM, YTOOBI IPOBEPUTH, ABJISIETCS JIU JIEKAPCTBO TOJIE3HBIM, U YTOOBI OIIPEIETUTD,
TIO/IXOJTAT JIX OHO JIJIST TPO/IOJI?KEHUS UCITOJIb30BAHMUSA.
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Kakue nocaeayowme AeMCcTBUS HEOOXOAUMBI?

JIpyrHe jiekapcTBa MOTYT BJIMATH HA 37I0POBbe KocTell. CeMbH JI0JI?KHBI 3HATh 00 3TOM U
MIPOSICHATD JII0ObIe HEOIIPEEJIEHHOCTH C IOKTOPOM Jlouepu. Bee mpeamncanHbie JieKapcTBa
JIOJKHBI OBITh UAEHTU(UITMPOBAHBI DU KAXKA0M KJIMHUYECKOM Bu3UTe. HEKOTOpHBIE JIeKapCcTBa,
KOTOPBIE PETYJIUPYIOT MEHCTPYAJIbHBIN IIUKJI, YBEJTMYHUBAIOT PUCK IlepeioMa. bplIo mokasaHo,
YTO HEKOTOPbI€ aHTUANUJIENITUUECKHE ITPEapaThl YBEJIMIMUBAIOT PUCK IIEPEJIOMa B CUH/IPOME
Perra, cpaBHUMBIN C PUCKOM, CBA3aHHBIM C HCIOJIb30BAHUEM KAaKUX-JIN0O0 IPYTUX
IIPENICAHHBIX IPOTUBO3MIJIENTHYECKUX IpenapaToB. Eciu npoBoautes 6ucdocdonaTHasn
Tepanus, peKOMeH/IyeTcs peryIApHBI, K IPUMeDY, e’Kero/lHbIM MOHUTOPUHT, YIUTHIBAA
HeoIlpezieJIeHHOCTh 3 (GeKTUBHOCTH 3TOTO JIeYeHU Y JIeBOUeK U JKeHIIUH ¢ CUHIpoMoM Perra.
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