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OEOPUNUUNT AHTATOHUCTA PELLENTOPA
WHTEPJIEMKVHA 1 (DIRA-CUHAPOM)

Bepcua 2016

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.

2. AUATHOCTUKA U NNEYEHME

2.1 Kak puarHoctupyeTcs gaHHoe 3aboneBaHue?

OcHoBaHMeM ans nonospeHus Ha cnHapom DIRA cny»xaT ocobeHHOCTU
3aboneBaHusa y pebeHka. Hanndme cnHgpoma DIRA MoxeT BbITb
JOKa3aHO TOJIbKO C MOMOLLbIO reHeTU4YecKoro aHanmsa. [inarHos
cnHgpomMa DIRA noaTteepXXpgaeTcsd, ecnn y nayneHTa yCcTaHaB/IMBaeTCA
HOCUTENbCTBO 2 MYTAHTHbIX FeHOB, MO OAHOMY OT Ka)XAoro poaunrtend.
He B Ka>XgoM MeANLUMNHCKOM LUEeHTpe eCTb BO3MOXHOCTb NpoBeaeHuns
reHeTU4eCcKoro aHanmsa.

2.2 B 4yeM 3HAYMMOCTb TECTOB?

AHann3bl KPOBU, TaKMe Kak onpenesieHne CKoOpocTn ocegaHus
sputpoumntoB (CO3), ypoBHsa C-peakTuBHoro 6enka, obwinm aHanms
KPOBM M aHann3 Ha pubpuHOreH, Ba>kHbl B Mepnoa akTUBHOCTU
3aboneBaHmMA C Lenblo OLEeHUTb CTeNEeHb BOCMNaNeHUS.

9T aHaNU3bl MEPUOANYECKN NOBTOPAOTCA, Korga y pebeHka npoxoaaTt
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CUMMNTOMbI, YTOObI MPOKOHTPOIMPOBATL, NMPULLN NI B HOPMY
aHanM3npyemble rnokasaTenu.

Hebonblloe KoNM4ecTBO KPOBU HEOOXOAMMO TakXKe A1 FeHETUYECKOro
aHanu3a. [letun, KoTopble HAX0ASTCA Ha NOXXU3HEHHOW Tepanun
aHaKWHPOW, AO/IKHbI PErYNAPHO CAaBaTb aHaN3bl KPOBU 1 MOYU ANA
KOHTPOJIS UX COCTOSIHUS.

2.3 MO>XHO nNu NneuymTb / BblJIEYUTb AaHHOe 3aboneBaHue?

Ha ceroHswHMm aeHb 601e3Hb He MoXXeT ObITb BblJiIe4yeHa, HO ee
MOXXHO Aep>XaTb No4 KOHTPOJIEM MYTEM MOXKU3HEHHOIO NMPUMEHEHUNS
aHaKWUHPBbI.

2.4 KakoBbl MeToA bl 1Ie4yeHun?

CumnToMbl cuHgpoMa DIRA-HEBO3MOXXHO afileKBAaTHO KOHTPOJIMPOBaTb
nyTeM NpUMeHeHns NPOTUBOBOCMNAINTE/IbHLIX NpenapaToB. BeiIcokue
003bl KOPTUKOCTEPONL0B MO3BOJIAIOT YaCTUYHO KOHTPOJIMPOBAaTh
cuMnToMbl 3aboneBaHuns. Obesbonmeatowme npenapaTbl HEOOXo0ANUMBI
ONs KOHTponsa 605 B KOCTSAX, MOKa JlIe4eHne aHaKUHPOW He 4ano
a(hekTa. AHaKMHpa ABNSAETCS UCKYCCTBEeHHOM hopmoin UJT-1PA -
B6enka, KOTopbIn OTCYTCTBYET Y 60/1IbHbIX DIRA-cMHOpoMoOM.
E)xxenoHeBHOe BBefeHMe aHaKUHPLI ABAeTCA e QUHCTBEHHbIM MeTO40M
Tepanuu, KoTopbin No3BongeT ahPeKTUBHO NednTb DIRA-cnHapom.
TakuMm obpa3om KoppekTupyetca gedbununt cobcteeHHoro UJ1-1PA |, u
6one3Hb MoXXeT ObITb B3siTa NO4 KOHTPOJb. Peumnams 3abonesaHuns
MOXXeT bbITb NpeaoTBpaLlleH. Nocsie Toro Kak guarHo3 nocTasJIeH,
pebeHKy HY>XHO ByaeT BBOAMUTbL 3TOT npenapaT B Te4EHNE BCEN
OCTaBLWENCs XXU3HW. Ecnu npenapaT BBOAUTLCA eXeOHEBHO, Y
6oNbLWMHCTBA NMAaUMEHTOB CMMMTOMbI UCYe3aloT. TeM He MeHee, Y
HEKOTOpPbIX NALUMEHTOB OTBET Ha JledeHne 6bla1 HenoJiHbIM. Pogntenu
He OOJIXXHbl U3MEHATb 003y npenapaTa, He NPOKOHCYJIbTUPOBABLLUNCHE C
Bpa4oM.

Ecnn naumeHT npekpalwaeT MHbEKLNN npenapaTa, 6osesHb
Bo30OHOBAeTCA. [MTOCKOMIbKY 3Ta 60/1€3Hb MOTEHLUMANLHO ABNAETCA
cMepTesibHON, To 3Toro cneayet niberaTs.

2.5 KakoBbl Nn0604HbIe 3¢ppeKTbl IeKapCTBEHHON Tepanuu?




Hanbonee HenpmaTHbIMU NOBOYHBLIMU 3 heKTaMmM aHAKUHPbI ABAAKOTCSA
bosie3HEeHHbIe peakunn B MeCcTe MHBbEKL NN, CPABHUMBbIE C YKYCOM
HacekoMoro. OHK MoryT BbITb BeCbMa 60n1e3HeHHbIMN, 0COHBEHHO B
rnepBble HeJenn nevyeHuns. Y nayneHToB, NOJy4aBLUMNX aHAKNHPY MO
nosony apyrux sabonesaHun (kpome cmHapoma DIRA), Habnoaanuce
NMHPEeKUMN. HeEN3BECTHO pacrnpoCcTpaHAeTCa NN 3TOT 3P EKT B paBHOW
cTeneHun Ha 6onbHbIX cuHapoMmoM DIRA. HekoTopble aeTu, nosyydaBwiune
aHaKMHPY No nosofy Oopyrux 3abosesaHun, B bonbLuen cteneHn
Habupann Bec, 4emM 3TO HeobxoanmMo. HenseBeCcTHO KacaeTCcs M 3TO
60/bHbLIX DIRA-CMHOPOMOM. AHaKMHpPa NMPUMeEHSAeTCA O/ JIe4eHUs
neten c Hadana 21-ro Beka. TakmMm obpa3oM, oCTaeTCsa HEN3BECTHbLIM,
nmeTCca 1 NoboyvHble 3P eKThbl, KOTOPbIE MPOSABAATCA B O4EHb
0ONroCPO4YHON NepcneKkTuBse.

2.6 Kak 0oJiro goJi>KHO npoaosikKaTtbCs sieyeHue?
JledyeHune npoaooKaeTCHd BCHO XXU3Hb.

2.7 ECTb 1n MeTOA bl HETPAAULMUOHHON UJIM KOMMNJIEME@HTapHOM
Tepanuu?
He cyliecTByeT

2.8 Kakue nepuoguvyeckme ocMOTpbl HeobxoauMbI?
[eTn, KoTopble NMPOXOOAT JiedyeHne, OOJ/IXKHbI CAaBaTb aHaM3bl KPOBU U
MOYMU, MO KpamHen Mepe, ABa pa3a B rog.

2.9 Kak ponro oypaert npoaosxatbca 6onesHb?
Bone3Hb COXpaHAETCHA Ha BCIO XKN3Hb.

2.10 KakoB [O0Nrocpo4Hbin NPOrHo3 3abonesanun?

Ecnn nevyeHne aHaKMHPON HaYNHATb Ha PAHHUX CTAAUAX U
npoao/KaTb BCe BpeMs, aetu ¢ DIRA-cmHapomoMm, ckopee Bcero, byayT
XXNTb HOPMaJIbHOM XMN3HbIO. B Ciyyaax 3agepXKu ¢
ONArHOCTUPOBaAHMEM NNK HecobnogeHnsa pexxnma nev4eHnsa nayneHT
PUCKYET, 4TO aKTUBHOCTb 3abonesBaHusa byneTt nporpeccnpoBaTb. 9TO
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MOXXET MPUBECTU K HAaPYLUEHUSAM POCTa, TsSHKesbiM AedopMaLnam
KOCTeWN, HeTPYA0CNOCOOHOCTW, NMosiB/IeHMIO pyOLIOB Ha KOXKE 1 B
KOHEYHOM NUTOore K CMepTu.

2.11 MO>XHO /1M NOJIHOCTbIO BbIJIEYUTbLCA?

HeT, nOTOMY 4TO 3TO reHeTu4yeckoe 3abonesaHue. TeM He MeHee,
Tepanus, NPoaoJIKALWAACA Ha NMPOTAXXEHNN BCEN XXU3HWU, OaeT
MnayneHTy BO3MOXHOCTb XXUTb HOPMasibHOW XXWU3HbIO, be3
orpaHuU4YeHun.

3. NTOBCEOHEBHASA )XXU3Hb

3.1 Kak MoXxeT 60os1e3Hb NOBAMATL Ha pebeHKka n NoBCeAHEBHYIO
>KU3Hb C€MbMU?

Y pebeHka 1 ero ceMbn MoXeT 6bITb MHOIFO Npobnem, npexae 4em
bonesHb byneT AnarHocTupoBaHa. [locne Toro, Kak AnarHos
MOCTaBJIEH N HAYaTO /le4YeHne, MHorme AeTn BeayT NoYTU HOPMasbHbIN
obpa3 XXN3HW. Y HEKOTOPbLIX AeTen nMeeT MecTo gedopMaumsa KocTen,
KOTOpas MOXET Cepbe3HO NMoMeLlaTb HOPMaJIbHOW AeATEeNbHOCTMN.
E>xeQHEeBHbIe NHBEKLUN MOTYT ObITb 06peMeHNTENbHbLIMU HE TOJIbKO U3-
3a AUCcKoM@opTa, HO U MOTOMY, YTO YC/IOBUSA XPaHEHUSA aHAKUHPbI
OrpaHMYMBalOT BO3MOXXHOCTb NyTelwecTBOBaTh.

Ewe oaHon npobnemon moxeT 6bITb NCUXonornyeckoe bpems
MOXXWU3HEHHOro nevyeHuns. ObpasoBaTesibHble NPOrpamMmMmbl s
NaLUWEeHTOB U X poauTenen MoryT obnerynTts 3Ty npobnemy.

3.2 NoceweHue WKOobl
Ecnun 6one3Hb He NpuBesia K MOCTOAHHON UHBAJIMAHOCTU M MOJIHOCTbIO
KOHTPOJIMPYETCA UHBbEKLUUAMU aHAKNHPbI, HUKAKNX OrPaHUYEHNIN HET.

3.3 3aHATUE CNTOPTOM

Ecnn 6onesHb He npuBesia K NOCTOAHHOW MHBaIMAHOCTU U MOJIHOCTbIO
KOHTPOJIMPYETCA NHBEKLMNAMN aHAKNHPbI, HUIKAKUX OrpaHUYEeHNI HeT.
NoBpexxaeHnsa OnopHO-ABUraTesIbHOro annapaTa, KoTopble bbin
MnosyyeHbl B Ha4ane 3aboneBaHuns, MOryT OFpaHNYNTb PU3NYECKYIO
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AKTUBHOCTb, HO HEOBXOAMMOCTKN B AOMNOSIHUTENbHbIX orpaHN4YeHmAax
HEeT.

3.4 Hy>xHa nu cneuuasnbHaa aueTta?
Hunkakunx ocobbix gneTnvyeckmnx pekoMmeHpgaunm gaTb Hesb3s.

3.5 Mo)xeT M KJIiMMaT BJIMATb Ha TeueHue bonesHn?
HeT, HEe MoXeT.

3.6 MO>XHO nu pebeHKy penaTtb NPUBUBKKU?

Ha, pebeHok MoXXeT bbITb MPMBUT. TEM HE MeHee, poanTenam cnenyeTt
obpaTnTbCA K Nevawemy Bpady, 1 06CyanTb C HUM BBEeAEHUNE XKUBbIX
ocnabneHHbIX BaKLWH.

3.7 ECcTb 1 0COOEHHOCTU NOJIOBOM XXU3HU, OepeMeHHOCTH,
KOHTpauenuuu?

B HacTosLlee BpeMs He ACHO, ABASETCSA NN aHaKUHpa 6e3onacHom ong
bepeMeHHbIX XXEHLLNH.
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