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BBEOEHWE

3aboneBaHune KpPOBM - OHa N3 OCHOBHbIX MPUYNH 3a60NeBaeMOCTU N CMEPTHOCTU B MPOMbILLIJIEHHO Pa3BUTbIX
CTpaHax Mupa. B oTanymne ot MegnuMHCKOro gnarHosa, MeaAceCcTpUHCKUIN AMarHo3 HanpaBJ/ieH Ha ornpeaeneHne
TOro, Kak opraHusm pearmpyeT Ha 6onesHb (6onb, runepTepmus, cnaboctb, 6ecnokoncTeo v T.4.). AnarHos
Me[cecTep MOXXET MEHATLCS €XXEeAHEBHO U faXKe B TeYEHUE OHSA MO MEpPe N3MEHEHUNS peakLUn OpraHmsMa Ha
60ne3Hb. CeCTpMHCKaa AMarHOCTUKa BK/OYaeT CeCTPUHCKUIM yXO4 B KOMMNEeTEeHUNN MeacecTpbl.

Mpouecc yxoAa - 0fiHa U3 OCHOBHbIX KOHLEMLNIA COBPEMEHHBLIX MOAesNel yxoaa. 3TO MeTO/ OpraHu3aLmnm n
OKa3aHusa MOMOLLM NaUMNEHTY C Lesblo YA0BAETBOPEHUS PU3NYECKUX, MCUXOSIOMNYECKUX N COLNASbHbIX
noTpebHocTen Yyenoseka, ceMbn UM obLlecTBa.

Llenblo CeCTPUHCKOro npouecca ABnseTca nogaep>aHme n BOCCTaHOBJIEHME HE3aBMCUMOCTHY MauneHTa ons
yOOBNETBOPEHMNS OCHOBHbIX MOTpebHOCTen opraHu3mMa.

MepncecTpuHCKUI npouecc TpebyeT oT MeAcecTpbl He TOJIbKO XOPOoLUen TEXHUYECKON NOATr0TOBKU, HO U
TBOPYECKOro OTHOLLUEHUA K YXOA4Y 3@ NaLUeHTOM, yMeHns paboTaTb C NaLWUEHTOM Kak C JIMYHOCTbIO, @ He KaK C
06bekTOM MaHMNyNsAUUK. MOCTOSAHHOE NPUCYTCTBUE MEACECTPbl N ee KOHTaKT C NauMeHToM AenaloT MeacecTpy
rNaBHbIM CBA3YIOLMM 3BEHOM MeXAY NauMeHTOM 1 BHELLHUM MUPOM.

FNABA 1. TEHEHUE TEMO®UITNN

B NpsiIMOM CMbIC/NI€ 3TOr0 C/1I0Ba reMouns - 3TO CKJIOHHOCTb K KPOBOTEYEHUIO N KpOBOTeYeHu0. 3aboneBaHune
OTHOCUTCSA K Fpynne reMopparnyeckux gnaTtesos (gunaTes - NpeapacnoNoXeHHOCTb, KpOBOTEYeHMe -
KpPOBOTEYEHME) N ABAAETCS HacNeACTBEHHOW KoaryaonaTuen, To eCTb HapyLeHNeM CBePTbIBAEMOCTU KPOBMU.
KpoBoTeuyeHune n kpooTeyeHne npm 3ToM 3abonesaHnn NpoaoSIKAETCHA, MHOrAa CNOHTaHHO (CNOHTaHHO) 6e3
BUOVMON MPUYNHBI.

Mpu remonnnm pesko Bo3pacTaeT PUCK CMEPTU NauneHTa OT KPOBOTEYEHNS B MO3I N ApYrne XN3HEeHHO BaXKHble
OopraHbl Aa)ke Npu He3Ha4ynTeNbHON TpaBMe. MNauneHTbl C Taxxenon GopMon reMotuanm CTaHOBATCSA MHBaNMAaMum
M3-3a YaCTbIX KPOBOTEYEHUIN B CyCTaBax (FeEMapTpO3) U MbILLEYHON TKaHM (remaToMma).

3aboneBaeMoCTb reMocuinen BapbupyeTca B 3aBUCUMOCTM OT CTPaHbl N COCTaBNSET oT 6,6 fo 18 cny4vaes Ha 100
000 My>X4UMH, U3 KOTOPbIX NpuMepHO 87-94% npuxoanTca Ha remocunuio A.


https://studservis.ru/gotovye-raboty/kursovaya-rabota/180864

Femopunnums - o4yeHb onacHoe 3aboneBaHne. 3TO NPoOAO/IKAET NPMBOANTL K BbICOKON CMEPTHOCTU B AETCKOM U
NOAPOCTKOBOM BO3pacTe. [NporHos Bbi3A0POBAEHMNS HEBMaronpusaTHLIN U 3aBUCUT OT TS>KecTn 3aboneBaHus,
CBOEBPEMEHHOCTU 1M afleKBaTHOCTWN Tepanuu.

1.1 N'eHeTUYeCKMe OCHOBbI reMmouInmn

Femonnnsa Bo3HMKaeT B pe3ysibTaTe U3BMEHEHUSA FreHa Ha X-XPOMOCOME.

FeH remopunanm, pacnosioXXeHHbIn Ha X-XxpoMocome, nepeaaeTcs oT 60/1bHOro remouanen BCeM ero Ao4epsm,
KOTOpble BNOCAeACTBMX NepefatoT 3TOT reH CBOMM NoTOMKaM. Bce feTu naumeHTa ocTaloTCca 340P0BbIMU, TaK Kak
rMoJly4yarT ogHY X-XpOMOCOMY OT 340POBON MaTepu. XEeHLWMNHbI-NMPOBOAHMNKN 60NE3HM C HOPMaJIbHOM BTOPOM X-
XPOMOCOMOW, Kak NpaBuJio, He CTpadaloT KPOBOTEYEHUEM, HO Y HUX aKTUBHOCTb hakTopa VIII cHuXeHa B cpeaHeM
B 2 pa3a. [NonoBMHa AeTen 3TUX XEHLMWH C reHOM reMopuanmn MoryT poanTbcst 6onbHbIMK (C paBHOM
BO3MOXXHOCTbIO MOJIy4UTb NATOJIOrMYECKYO NN HOPMasibHYt0 X-XpOMOCOMY OT MaTepu), a NOSIOBMHa Ao4vepen
MO>XEeT CTaTb NepeHocYnkamm 6onesHu.

Hoyepn n cecTpbl 60LHOIFO remouanen ABAAKTCA NPOBOAHUKAMKN remodumnmn. CnegoBaTesibHO, OHU MOTyT
nepepasaTb 60s1e3Hb HE TOJ/ILKO CBOUM CbIHOBbSIM, HO N Yepe3 CBOUX fo4Yepen-HacTaBHUKOB N BHYKOB, MPaBHYKOB,
a No3>e 1 NOTOMKOB MY>XCKOI0o nosa.

MpumepHo y 30% NauMeHTOB HEBO3MOXKHO YETKO NMPoCaeamnTb HacNeACTBEHHOCTb 3aboneBaHns; B TakKMX Crydasx
Heob6Xx0AMMO YCTAaHOBUTb CMOHTAHHYO MyTaL Mo reHoB B XxpoMocoMe X. MockosibKy 6pak 1 podbl My>XUYMHbI C
remMouanen n XeHLWnHbl-rnga PerncTpupyoTCcsa peako, CbiIHOBbS NaumMeHToB 06bIYHO He HaceayloT 3TO
3aboneBaHue, a B Y fo4epm CMMATOMbI FeMOUANM ONUCaHbl B MMPOBOM InTepaType ToJibko B 60 cay4dasx.
3aboneBaHue nepefaeTcs NO HAaCNeACTBY OT Aefa K BHYKY.

1.2 Tunel remocunnnmn

Femochmnms A (pedeccuBHas MyTaumnsa B X-XpOMOCOMe) Bbi3BaHa AePULNTOM UAN MOJIEKYIAPHOM aHOMannen
npokoarynsHTHon YacTu akTopa VIl (aHTuremodunnbHbI FN1obynnH) ¢ peueccuBHbIM TUMNOM Hacsef0BaHUS,
CBfI3aHHbIM C X-XpPOMOCOMOM. Takas reMouamsa cHMTaeTCca KjlacCcuyeckon, Yawe scero scrpedvaetca y 80-85%
60/bHbIX remoguanen. CnabHoe KpoBOoTeYeHMe Npu TpaBMax 1 onepaumax Habnogaetca npu yposHe dakTopa VI
5-20%.

Femocmnna B (6bonesHb PoxxaecTBa) - 3TO Hac/1eACTBEHHOE HapyLLeHe CBEPTLIBAEMOCTWN KPOBU, BbI3BaHHOE
HeJOoCTaTOYHOCTbIO aKTUBHOCTU hakTopa IX (Nna3MeHHbI KOMMOHEHT TpoMbonnacTuHa). PopMmmpoBaHue
BTOPWYHOM NPOOKM Koarynsumm HapyLLeHo 1 nepefaeTcs peLecCnMBHbIM TUMOM, CBA3aHHLIM C XpOMOCOMOM X.
CTPYKTYpHbIV reH dpakTopa IX He cBa3aH ¢ hakTopoMm VI, NOCKONbKY OH pacrnosioXKeH Ha APYroM KOHLLe
XpoMocoMbl X. PakTop IX reH myTupyet B 7-10 pa3 pexe, 4eM reH gpaktopa Vlll, noaToMy poXXgecTBEHCKMe
6051e3HM coCTaBNAOT OT 8 0 15% Bcex cnyy4aeB reMopunnn. Y 60ablLIMHCTBa NauMeHTOB C remoguanen B
OTCYTCTBYET aHTUreH hakTopa IX B nna3mMe; UMMyHHble (hOpMbl BCTPEYaloTCa peako. KnnHniyeckme CUMATOMBI,
XapaKTep Te4YeHNS N BO3MOXXHbIE OC/IOXKHEHMNSA MPY POXAECTBEHCKOM B0N1e3HN Takme Xe, Kak 1 B Cllydae
remocounnn A. Mpu guddepeHumnanbHON AUarHOCTMKE BaXXHO Y4UThIBaTbh AaHHble NabopaToOpHbIX TECTOB U
KoppensaunoHHbIX TecToB. KonimyecTBeHHas oueHka akTopa HeobxoanMa AN5 OLEHKU CTEMNEeHU TSXXeCTu
3abonesaHus.

Femodpmnums C BbidbiBaeTCA AedeKTHbIM hakTopoM kposu XI (ayTOCOMHO-peLieccCMBHasa MyTaLns), U3BECTHbIM B
OCHOBHOM Yy eBpeeB allKeHas3un. B HacTosLwee BpemMa remodunna C nckiatoyeHa n3 Kaaccmpukaumm, NoCKoJIbKy ee
KJINHNYeCKNe NposiBJIEHNS CyLLLeCTBEHHO OTamYaloTcs oT remopunmm A n B. Femoununa C BO3HUKAET M3-3a
HeAO0CTaTOYHOCTU NpeAlwecTBeHHNKa TpoMbonnacTuHa - hakTopa Xl, 4acTtoTa ee He npesbiwaeT 1-2%.
OcTanbHble 0,5% cny4vyaes remounanm cea3aHbl C AedULNTOM OPYTrnX (DaKTOPOB CBEPThLIBaHMSA MNa3Mbl: pakTopa V
(naparemocmans nnn runonpoakuenepnHemuns), paktopa VIl (rmnonpokoHBepTuHemMuns), chakTopa X (6onesHb
CTtioapTa-lpoyapa). Fremogmnma C BcTpevaeTca ropasfo pexxe - o 2% cpeam HacaeACTBEHHbIX KoaryaonaTuin
(3aboneBaHnn cBepPTLIBAIOLWLEN CUCTEMbI KPOBM).
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