dubpoaucnnasua occudpuumnpyioLLan NpPorpeccmpyowas

dubpogmcnnasmns occuomumpytowan nporpeccupyrowan(POn) — ato KpaiiHe (ynbTpa) pegkoe
reHeTM4yeckoe 3abosieBaHMe C pacnpocTpaHEéHHOCTbIO B cpeaHem 1,36 Ha 1 000 000 HaceneHusa. Mo
HEKOTOPbIM NTEPATYPHBbIM MCTOYHMKAM BCETO B MMPE HacymTbiBaeTca okoao 800

noarsepXAeHHbIX Cl'ly‘-laeBl.

MHoraa mMoxKHO BCTPeTUTb apyrue HassaHusa POI - bonesHb MioHxenmepa, CUHAPOM KaMEHHOro
yenoseka, bonesHb BTOPOro ckeneta. Takoe Ha3aHMe 3aboneBaHMe Noay4Ynao, NOTOMY, YTO
NOCTEeNEeHHO o4Yarn KOCTHOM TKaHK, opMupytolmMea BHECKENETHO, MOTYT CIMBATLCA MeXAay coboi u
06pa3oBbIBaTh «MaHUMPb». To ecTb, 3aboneBaHMe NPUBOAUT K TAXKENON MHBANUAN3ALUN, PE3KO

COKpalWaeT Ka4eCTtBO M YMeEHbLUAET NPOAO/THKUTE/NIbHOCTb NX XKU3HU I'IaLI,VIEHTOB3.

MauyneHTbl ¢ POI porkaaroTcs BHeWHe abcooTHO 340p0BbIMU. HO Yy HUX MMmeeTca oaMH
XapakTtepHbiii ans @Ol npusHaK - BpOXKAEeHHaA CMMMeTpUYHasa aedopmaums 60abLIMX NanbLEB
CTOM, KOTOPAA UX MOXKET He 6ecnoKomTb’. YyTb No3¥Ke UX HauMHaeT 6ecnoKouTb Apyromn
cneunduyHbin cumntom ans POMM — «BCMbIWKNY» AN 060CTpeHUA, 601e3HeHble NOAKOXKHble
y3enkn ¢ GopMMpPOBaHMEM OYAroB reTepoTONUUYECKUX OCCUPUKALMA (UNK APYTMMK CTIOBaMM

HauYMHaOT GOPMMPOBATLCA OYArM KOCTHOM TKAHW BHe cKkeneTa)?

Ob6ocTpeHMA NPOABAAOTCA B BUAE 3NM30408B NPUMNYXIOCTEN MATKMX TKAHEN, CONMPOBOXKAAOLWMXCA
NIOKaNbHOM runeptepmuent, 6onesbiM CMHAPOMOM, 31EMEHTAMM CKOBAHHOCTU U CHUXKEeHMA 0b6béMa
ABUMKEHMA NOPAXKEHHbIX YYACTKOB. « BCMbIWKM» MOryT BOSHUKHYTb NOC/E TPAaBM, B pe3y/ibTaTe
NobbIX, faxKe MasoTPABMATUYHbIX BMELIATeNbCTB U BUPYCHbIX MHPEeKUMI. HeKoTopble anu3oabl
060CTPEeHUt MMEeT CNOCOBHOCTbL perpeccnpoBaTb CMOHTAHHO, OAHAKO NPENMYLLECTBEHHO
pe3ynbTaTom ABAseTcA 06pa3oBaHME MHOXECTBEHHbIX FeTEPOTOMUYECKMX OCCUPUKATOB B TOILLE

anoHeBpOo30B, pacLmn, CBA3OK, CYXOKUIUA U CKENETHbIX MblLlL?.

B nctoputo ®OTI1 BnmcaHo numa Mappu Uctnaka. Mappu Uctnak, poannca 8 1933 rogy B
®dunagenodun. B paHHem Bo3pacTte emy bbin noctasneH guarHos ®OM. Ona Toro, 4tobbl Bpaum u
noan mornm 6onble y3HaTtb 0 3abonesaHnn POI, oH 3aBelLan cBoe Teo HayKe. MoNHY0 NcTopuio

€ro XXU3HU 1 60NEe3HN MOXKHO y3HaTb Ha caliTe MioTTepoBcKkoro myses r. dunaaensdun (CLLA)S.

Puc 1. Otneyvartok ctonbl lappu Uctanakad.

MpuunHa PO 3aknoyaeTca B myTaumm reHa ALK2/ACVR1 u nmeet

dYTOCOMHO — JOMUHA HTHbIN TUN HacnenoBaHUA.2

Cam reH ACVR1/ALK2 6bin oTKpbIT ToNbKO B 2006 roay, U ¢ 3TOro
nepuoaa CTaso BO3MOXKHO NOATBEPANTb 3ab01eBaHME HE TONIbKO
K/IMHWMYECKMU, HO U FTeHETUYECKMM TecTMpoBaHnem’. 23 anpensa 2006 roaa

6blna onyb61MKoBaHa MHPOPMaLMA 0 OOHAPYKEHUN MyTaLMM KOTOpas




KogupyeT ®OM u 23 anpena ctan opmumManbHO NPU3HAHHbIM BcemupHbim [Hem MNoBbiweHUs

OscegomneHHoctn o OOM°.

MaumeHTam c nogo3peHnem Ha Ol BaxkHO nsberatb HUONCUKN, XUPYPIUYECKUX ONEPALNIA,
BHYTPMMbILLEYHbIX MHBEKLMIA U APYTMX MHBA3UBHbIX NPOLEAYP A0 MOMEHTA reHeTUYECKOM
BEPUPUKALMM AMArHO3a C LeNblo NPeaoTBpalLeHMA BOSHUKHOBEHUA A0NONHUTENbHbIX

natTonornyeckunx OCCVId)VIKaTOB, NO3TOMY PaHHAA ANAlrHOCTUKA MMEET pellatollee 3HayeHue>.

MaumeHTam HeobxoaMMO cobntoAaTb NPOPUNAKTUKY NOABNEHUSA HOBbIX M NPOTPECCUPOBAHUSA YiKe
BO3HUKLUMX O4aroB reTepoTonmMyeckon occuPpuKaumm (UCKAYEeHe MM MUHUMU3ALUMA PUCKA
TPaBM, OTKa3 OT MHBA3UBHbIX METOA0B ANArHOCTUKMN U NeYEHUA) U MO BCEM BO3HUKAIOLWUM

BOMpOCam 06paLLaTbCs K Nevallemy Bpady.
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Martepuan paspaboTaH npu nogaep:kke KomnaHum IPSEN ¢ Lienblo NoBbIWEeHNA 0CBEA0M/IEHHOCTU
nauMeHToB o 3a6onesaHun. UHpopmaumna He 3ameHAET KOHCYNbTaLMIO CNEeLUanncTa 34paBooXpaHeHUA.
Martepuan moxeT 6bITb NepegaH NaLUEHTY Yepes cneumnanmcTa 34paBooXpaHeHna Uan opraHU3aunio

nauMeHToB. B cnyyae BO3HMKHOBEHUA BONPOCOB 06paTUTECH K Ievallemy Bpayy.

PAL-RU-000106_01.10.2024


https://www.ifopa.org/penn_researchers_discover_gene
http://www.ipsen.com/russia/

