BonesHb ®abpu
YTo penaTtb?

[amamka 014 nayueHma

NHPopmauma He 3ameHseT NPUEM Bpaya U HE MOKET UCMONb30BaTbCA A1 CAMOANArHOCTUKM



BonesHb ®abpu — 4To 3T0?

Bbone3sHb ®ab6bpu (B®) wnn 6one3sHb AHAEpPCOHa-
dabpn — pepkKoe HacnepcTBeHHoe 3aboneBaHue,
KOTOpPOE€ OTHOCUTCA K JIU3OCOMHbIM 60ne3HaMm
HaKomMnJIeHus.

Bone3sHb ®abpun obycnoBneHa MyTaumnamm B reHe GLA,
KOTOPbIN KoaunpyeT depMeHT a-ranakto3naasy (A-IF'AN).
OTOT depMEHT y4yacTBYeT B peakuMax pacllensieHmna
OCODObIX YXNPOB — MMUKOCHUHIONNMNOOB.

B pe3ynbTraTe HeOoCTaTOYHOCTU AaHHOro depMeHTa
MNPOUCXOOUT  HaKoMieHue  MUKOCPUHIONUMNNOO0B
(KMPOBbIX BELLECTB) B K/IeTKax pPa3/IMYHbIX OpPraHoB U
TKaHeW, BKItoYaa cepaLue, NoYkM, HEPBHYK CUCTEMY U
SHOOTENMM COCYAOB, YTO BAMAET Ha UX HOPMaSbHYHO

paboTy U Bbl3blBaeT nporpeccupytoLime
noBpexxaeHus, KOoTopble COMPOBOXKOaOTCH
Pa3HOOOPa3HbIMU  KIIMHUYECKUMU  CUMMATOMaMU, U
npusoguT K CHUMYKEHUIO KayecTBa U

NPOAOJTKNTENTbHOCTU XXN3HWN.



BonesHb ®abpu -
KaK HacnepyeTca?

[eH GLA pacnonoXeH Ha X-XxpoMocoMe [0o3ToOMY
3aboneBaHme nMmeet X-cLuenneHHbIn TMM
HacnegoBaHUS.

Ho B OTAMYMKM OT MHOIMMX OPpYyrmx X-cuerseHHbIX
peLeccuMBHbIX 3aboneBaHui, 60-70% >KEeHWUH —
reTePO3UTrOTHbIX HOCUTENbHUL, MMEKT KIAMHUYECKME
NpoABNeHUNd, NMpUYEM MHOTOA TaKMe XKe TaXKe ble, KakK A
Yy O60/TbHbIX MY>XUYUH.

& & —~
p p
= = B o
p
e = e Bl .
'Y @ R A
X X X Y

2KeHIMWHa-HOCUTEIb BONBHOM MyK4YHHa



BonesHb ®abpu -
KJIMHU4YeCKne NposaB/ieHUS

MNMpu 6one3Hn ®abpu cTPagaAlOT MNPaAKTUYECKU Bce
CUCTEeMbl OPraHoB.

Y MHOrmx HabntogarTca HemponaTMyeckas 6onb (Kryume
60N B KUCTAX W CTOoMax, YyCUMBalOLLIMECH B >XAPKYHO
norogy, Npun GU3nNYeCKoM HarpysKe), KOXXHble NMPOoaBIEHNS
(@aHrMoKepaToMbl), HapylweHue notooTaeneHma (runo-,
AHMMAOPO3), MopaXKeHMe nepndepmryecKom 1 LeHTPabHOMN
HEePBHOM CUCTEMbI (MHCYNbT), MoYekK, cepnua, opraHa
3peHUa 1 XeNnyaouYHO-KULLEYHOro TpaKTa.

Mpu Knaccuyeckomn popme 3aboneBaHUe HauYMHaeTCH B
4-12 neT N XxapakTepusyeTca nepuoguyecKMMmm 6onamm
npeMMyLLecCTBeHHO B KUCTAX M cTonax, uHorpa 6onb
NloKanuiyeTcd B )XXUBOT€ U NPUCTYNbl HarnMnoMUHaloT
anneHauumT.

Bonn ycunuBatoTca npu NMoBblLUEHUM TeMMNepaTypbl Tena,
PU3NYECKMX HArpy3Kax, B XXapKY 1 XONOOHYO noroay.

Bonn Moryt npoTtekaTb Mo Tuny Kpusos. C BO3pacToM
6oeBble KpU3bl 0ObIYHO YMEHbLLAOTCS.

OOHUM U3 APKUX CUMMATOMOB ABNAIOTCH aHFMOKepPaTOMbl,
KOTOpble €eCTb MpaKTU4Yeckm Yy Bcex naumeHToB. [lo
pa3Mepy 3TO HebonblKMe, C OynaBOYHYO TOMIOBKY,
06pa30BaHNAa — KPaCHOro nim 6arpoBoro LBeTa, N10CKMe
MM NPUNOOHATbIE Had MOBEPXHOCTbIO KOXW. Yalle Bcero
MOABNAKTCA aHIMOKEePaTOMbl B HUXXHEM 4acTU >KMBOTAQ,
PacCrnpoCTpaHAaAaCb Ha Apyrve y4dyactkm Tena. OHU He
MPUYMHAIOT 0COBOro 6ecrnoKOMCTBa — TOJNIbKO €C/in He
3aTparmBatoT BCIO MOBEPXHOCTb Tena.

[MopakeHMe nouvek npun bO HabntogaeTca NpakKTUYecKn y
BCEX MYXXUUMH N Y MHOMMX XeHWwMH nocne 40 neT, 4uTo
NPMBOOUT K MOYeYHOM HegoCTaTO4YHOCTM U TpebyeT
npoBefeHmre remoamanmsa.

Y MHOMMX MauMeHTOB C BO3PACTOM  pa3BMBaeTCH
rmnepTpodua MMOKapaa, KaTapakTa M HapyLleHune cnyxa.



BonesHb ®abpu -
KaK Bpay yCTaHaB/IMBaeT AuarHos?

Bpaqm Ha OCHOBaHWW KITMHUNYECKNX CUMITTOMOB MOTYT

3anogo3puUTb OONe3Hb. 3aTem npoBoOATCS
nabopaTopHble TecTbl n MHCTPYMEHTarlbHoe
nccnegoBaHuMe.

TOYHbIM  OMArHO3 MOXXHO  YCTaHOBWUTb, W3MEPUB
aKTUBHOCTb bepMeHT], NN onpenenvs

KOHLUEHTpauuw  nmsochuHronmnmoga -nmso-fé3d B
KpoBW. 018 3TOro [[OOoCTaToO4YHO cobpaTb KPOBb Ha
KapTOUKYy-OUMBbTP M3 Manbla WM U3 BeHbl. Takue
KapTOYKM ecTb B /bon MeauKo-reHeTU4yecKom
KOHCYbTalUMM U B MONIMKIUHUKE.

TOYHbIM OMArHO3 Ba)XeH 019 MegunKo-reHeTU4YeCcKoro
KOHCYJTbTNPOBaHW4, npeHaTaanoM AONarHOCTUKU
3a60ﬂeBaHVI$:I,yCTaHOB}'IeHVI$:| HOCUNTES1bCTBaAa.



BonesHb ®abpu -
neyeHue

Ona B® pa3paboTtaH 3PpPEKTUBHBIN MeToa NedeHna —
depMeHTHO-3aMecTuTenbHaa Tepanua (O3T), nosToMy
PaHHAAa OMarHoCTUKa 3aboneBaHua mMeeT 6onbluoe
MNpPaKTUYecKoe 3Ha4veHne,

K coyaneHuto, 4acTb CflydaeB [OMArHOCTUPYeETCA Ha
MO3OHMX CTaamnax 6one3Hn, YTo He JaeT BO3MOXKHOCTb
NONy4YnTb 3HauUTenbHbI 2pdpekT O3T. OaHako, Ha
nobown cragnn 6onesHn Hadano O3T no3BongaeTr
3aMedNinTb nporpeccnpoBaHme 7 CMArYnNTb
KMMHNYECKME CUMMTOMbI.



Ponb ceMbU NaLlmeHTa

Ha npumepe B® MOXHO nOKasaTb  BaXXHOCTb
cocTaBNeHud pPOAOCIIOBHOMN 7 o6cnepoBaHus
POACTBEHHUKOB.

CynTaeTcs, YTO, YCTAHOBUB OMArHO3 y O4HOro MauueHTa,
npun obcnenoBaHMM POACTBEHHMKOB MOXXHO HanTK elle 5
OONbHbIX Ha Pa3HbIX CTaAUAX B6ONe3HM — OT MNPaAKTUYECKU
B6EeCCUMMNTOMHOM 00 TSXXenon.

[MMayneHTbl ¢ BO MoOryt moMo4yb CBOMM POLHbIM, MPOCTO
COOOUIMB MM O HEOOXOOMMOCTU MPONTU OUNArHOCTUKY.
Ecnn guarHos 6yaeT yCTaHOBNIeH paHO — A0 Hadvana
HeobpaTUMbIX WN3MEHEHMHU BHYTPEHHUX OPraHoB,
ne4yeHue oéypet ropa3no apPpeKTuBHee.

Jleyawmm Bpay WM Bpad-reHeTUK He WMeeT TnpaBa
pasrnawaTtb MeguLMHCKYD  UHPOPpMaLMO, MO3TOMY
cynbba poaHbIX — LIe/IMKOM B pyKax caMux NaumeHToB.

PoaHble 6paTbd M cecTpbl, BCe POACTBEHHUMKM nNO
MaTePUHCKON NMHUMN — p[OaaU, TeTU N OBOIOPOAHbIe
6paTba U cecTpbl [OMKHbI 6bITb NPOMHPOPMUPOBAHDbI O
Heo6X0AUMOCTU TECTUPOBAHMS.

B ceMbsax 60ne3Hb MOXeT MPOoaBNATbLCA MNO-Pa3HOMY:

»Y MYX4YUMH YaCTbiIM OCTOXHeHMeM Tocre 40 net
aBnaeTcd nodeyHad HeOoCTaTOYHOCTb. HO B paHHeMm
BO3pacte OCHOBHa4 >xanoba — 370 aKporapacte3nu,
dHIM’MOKEePaTOMbl.

»>XXeHLWWnH MOTIyT 6ecrnoKouTb 6OJ'Il/I, a novye4yHa+v
HeJOCTaTO4YHOCTb BCTpe4aeTCH pexe n MOXET
Pa3BMMBaTbCH B NMo3gHeM BO3pacTe.



