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OEOPUNUUNT AHTATOHUCTA PELLENTOPA
WHTEPJIEMKVHA 1 (DIRA-CUHAPOM)
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1. YTO TAKOE CMUHAPOM DIRA

1.1 Y710 3TO TakKkoe?

HeduunT aHTaroHncTa peuenTtopa nHtepsienknHa 1 (DIRA) asnseTcs
penKnM reHeTnyeckum 3abonesaHmem. bonbHble geTn cTpagatT
TSHKeNIbIM BOCMaanTesIbHbIM MOPAXXEHMEM KOXXWU U KOCTHOW TKaHMW.
MoryT 6bITb BOBJIEYEHbI APYrne opraHbl, Takue, Kak nerkue. Ecnam aTo
3aboneBaHMe He NeYnTb, OHO MOXXET MPUBECTU K TAXKESON
WHBAZIMOAHOCTU U Oa>Ke CMepTu.

1.2 Kak 4yacTo BcTpe4yaeTca 31O 3aboneBaHue?
DIRA-CMHOpPOM BCTpevaeTcs o4eHb peako. K HacToslwemMy BpeMeHu
onncaHo MeHee 10 NMauneHTOB MO BCEMY MUPY.

1.3 KakoBbl npu4inHbI 3aboneBaHuna?

DIRA-CMHApPOM SIBNSIeTCS reHeTu4yecknm 3abonesaHuem.
OTBeTCTBEHHbIN 3a Hero reH IL1RN, NpoayKTOM KOTOPOro ABnseTcs
b6enok - aHTaroHncT peuentopa WJ-1 (NJ1-1PA), nrpatmoLwmin posb B
eCTeCTBEHHOM pa3pelleHunn socnaneHna. WI-1PA HenTpanmisyeT 6enok
NHTepnenknH-1 (UJi1-1), koTopblin 3anyCcKaeT BOCMaJMTEsNbHbIN npouecc
B opraHm3sme 4yenoseka. Ecnm reH IL1IRN HeceT MmyTauuto, Kak 3TO
npoucxoguT npu DIRA-cMHOpOME, OpraHn3M He MOXeT BblpabaTbiBaTb
NN-1PA. Takum obpa3om, HUYTO BosbLie He npoTusocTonT UJT-1, ny
naumeHTa byoeT COXpSAHATLCS BOCMasneHune,
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1.4 fiBnsietca nu 310 3aboneBaHue HacleaCTBEHHbIM?

HNaHHoe 3aboneBaHne HacneayeTca ayTOCOMHO-PELLECCUBHO (3TO
O3Ha4aeT, 4YTO OHO He CLernJJIeHo C NOJIOM U YTO CUMMTOMBbI
3aboneBaHna MOryT OTCYTCTBOBaTb Y 0bonx poamtenen). 3T0T TUN
Hac/sieoBaHWUSA O3HA4YaeT, YTo AN Toro, 4Tobbl Yyenosek nmen DIRA-
CUHOPOM, Y HEro Ao/IXHO 6bITb ABa MYTaHTHbLIX FreHa: 0 AWH OT MaTepw,
apyron - ot otua. Oba poantensa ABAAITCA HOCUTENAMU (HOCUTENb
MMeeT TOJIbKO O4HY MYTAHTHYIO KOMUIO, HO He BoNne3Hb), a caMu He
bonetT. Pogntenn, nmewwmne pebeHka ¢ DIRA-CMHOPOMOM, UMEIOT
25%-HbI PUCK TOro, 4To BTOpon pebeHok byaeT Takxe nmeTb DIRA-
cuHapoM. . Takum obpa3om, pekomMeHOyeTCs npoBeaeHmne
rnpeHaTaJibHOW ONarHOCTUKU

1.5 NMoyemy Mo pebeHOK 3abonen 3Ton 60ne3HbI0O? MOXXHO NN
npeaoTBpaTUTb AaHHoe 3aboneBaHue?
PebeHOK nmeeT 3aboneBaHmne, NOTOMY YTO OH POXAEH C
MYTMUPOBABLUNMW FreHaMu, 4TO U Bbi3biBaeT cuHOpom DIRA.

1.6 fiBnsercsa nm 310 3aboneBaHme UHPEKLNOHHbIM?
HeT.

1.7 KakoBbl OCHOBHblIe CUMINTOMBDI?

OCHOBHbIMU cCMMNTOMaMn 3aboneBaHUs ABASAIOTCA BOCMaIEHNE KOXXWN
KOCTHON TKaHW. BocnasneHne KoXXn XxapakTepmusyeTcs NokKpacHeHneM,
FHOMHUYKaMU U WWenyLweHneMm. NI3MeHeHNa MOoryT pa3BuTbCcs B Nt06on
yacTn Tena. KoxxHble 3aboneBaHns BO3HUKAOT CMNOHTAaHHO, HO UX
nosiBIeHne MoXeT 6biTb CMPOBOLMPOBAHO JIOKaJIbHON TPaBMON.
Hanpumep, BHYTPMBEHHbIE KaTeTepbl YacTO NMPUBOLAT K Pa3BUTUIO
MEeCTHOro BocrnaneHus. BocnaneHne Koctn xapakrtepusyetcsa 60nb10,
OTEKOM, KOXa Haj NMopa>XeHHbIM Y4aCTKOM KOCTUK YacTo npunobpeTtaeT
KPaCHbIN OTTEHOK U CTAaHOBUCS ropsven.

3aboneBaHme MOXKET 3aTparmBaTb Pa3/INyHble KOCTU , B TOM Yyucne
KOCTW KOHeYyHocTen n pebpa. BocnaneHue, Kak npasuso, 3aTparnmeaeT
HaOKOCTHULY - MeMOpaHy, MOKPbIBAKOLLYO KOCTb. HaAAKOCTHULIA OYEeHb
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4yyBCTBUTENbHA K 6011, TT03TOMY 60sIbHbIE AETU 4aCTO OTJIMYAOTCA
pa3apa>KNTeNbHOCTLIO U MJIOXUM HAaCTPOEHUEM. DTO MOXKET MPUBeCTU K
YyXYOLWEHNIO MUTAaHUA U HapyLeHNo pocTa. BocnaseHne cycTaBHOMN
wenn obbi4HO He xapakTepHo onsa DIRA-cuHagpoMa. Y 60abHbIX DIRA-
CUHOPOMOM MOXXEeT MMeTb MeCTo aedopMaumns HorTen.

1.8 OoMHaKOBO Nn NpPOoABAAETCA 3aboneBaHue y Bcex aeten?
Y Bcex 60/bHbIX geTen 3abosieBaHMe HOCUT Cepbe3HbIN XapaKTep.
OpHako 3aboneBaHne NPoOABAAETCS Y pPa3HbIX eTen HeOANHAKOBO.
Ha>xe B npegenax ogHON CEMbUN HE Yy BCEX AETEN CTEMNEHb TAXKECTU
bonesHn byaeT oANHAKOBON.

1.9 OTnmnuyaeTtcs nm bonesHb y aeten ot 60s1€3HU y B3pOCabIX?
DIRA-CcMHAPOM OMKUCaH TONIbKO Yy AeTen. B npoLsioM, 4o TOro Kak
3p(PeKTMBHOE NIevyeHne CTasio AOCTYMNHbIM, 3TW OeTU YyMUpanun no
OOCTUXKEHUSA COBEpPLUEHHOIETUSA. B CBA3M C 3TUM 0COBEHHOCTU TeYeHUs
DIRA-cMHOpoMa B 3pesioM BO3pacTe HEen3BeCTHHbI.
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