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[eMmounnns

(HecBepTbIBAEMOCTb KPOBM) — OAHO U3 CaMbIX TSXKESbIX
reHeTuYyeckmx 3aboneBaHn, KOTopas Bbi3BaHa BPOXXAEHHbBIM
OTCYTCTBMEM B KpOBM (haKTopoB cBepTbiBaHus VIII n IX.
[IpoTekaHne 60ne3Hn CornpoBOXAaEeTCH YaCTbIMU
KPOBOU3NUAHNAMU B MATKUE TKAHW, CYCTaBbl U BHYTPEHHUE
opraHbl. B cnny cneumngukmn npotekaHmns 6011e3Hn nepsBbIM
CTpaJaeT ONMOpHO-ABUraTeNbHbIM annapar, YTO NPUBOAMUT K
NHBANMAHOCTU U HETPYAOCNOCOOHOCTM 6OsbHbIX. HacTble
KPOBOU3J/INSIHUSA B CYCTaBbl MPUBOAAT K MX HeObpaTUMbIM
paspyLleHnaMm. KpoBomsnusHue B XXM3HEHHO-Ba)XHble OpraHbl
MOXET MPUBECTU K CMePTN 60/1bHOrO.




UcTopus

s IlepBbic yIIOMUHAHHUS O TEMODUINU
BCTpeyaroTcs B lTaamyne B V BEKe
HAIIEW 3PBbI.

s Hayunoe  wuccinemoBaHue  BEIET
Ha4daJio ¢ XIX Beka

m [oabKo ¢ 40-x romoB XX Beka cTajin
pazian4darh remoduinu A u B.

s Cpennss IPOAOIKUTEIIBHOCTD
KU3HA OOJIBHOro remoduiuen (1o
BBEJICHUS B MMPAKTUKY KOHIICHTPATOB
(hakTOpoB) cocrtapisia 19-20 net, B
Hacrosiee Bpemsa 10 S0-70 ner




UcTopust

s Hawubousiee sipkum npumepom nepegaur reMopuaInu siBJIsAeTCA POAOCTOBHAS
OpPUTAHCKOM U €BPONEUCKUX KOPOJEBCKHX CEMEH.

s boje3ns ObLIa epe1aHa OPUTAHCKON KOPoJieBOM BukTOopueii.
Omna poauJiia 9 neremn.
= /JIBe ee qovyepu ObLIIM HOCUTEJIbHULIAMHU, CbIH 00J1€H reMouIne.

s boJse3Hs pacnpocTpaHuiiach B eBpONECKUX KOPOJEBCKUX JoMax. Tak
reMo(pujIMga Yepe3 BHYYKY KopoJieBbl Bukropuun Asmkce (AjiekcaHapa
degopoBHA) Monasa B Poccuicknii UMNIepaTopcKuM 10M U 3a00J1eBaHE
MPOSIBMJIOCH Yy LlecapeBH4a AJjleKkcesi

s B Hacrosimiee BpeMs cpeam npeacraBuTes el KOPoJIeBCKUX ceMenl EBponbl
HeT 00JbHbIX reMOpuInen.
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NUAEMHO0JI0IUsA, CMEPTHOCTH

I'A 1/5.000-10.000 HOBOPOKACHHBIX MAJIBYMKOB
I'B 1/30.000 HOBOpOXIEHHBIX MAJIBYUKOB

CMepTHOCTh cpeaid O0IbHBIX TeMOoMInell B 2 pasza
BBIIIIE CMEPTHOCTH B MOMYJISALIMH.

Cpennuii BO3pacT:
Panee npu tsokenon popme 11-19 ner,
B Hacrosmee BpeMs 10 S0 — 70 jer.

[Ipy yMEpEeHHOM M JIETKOM popMax HEMHOTUM
YCTYHAET CPEAHEN MPOAOJIKUTEIBHOCTH KU3ZHU
MY>KYMH B OOBIYHOM ITOMYJISLIMH.



STUONOMrnS

= [NaBHOM NPUYMHOWN pa3BUTUSA reMoUInm
CUYMTAIOT HAaCNeaCTBEHHbIN aKTop.

= KpanHe peako BCTpeyvatoTcs cnydau
«CroHTaHHou remoguinm». OHa NOSABNSAETCS
BHE3anHo, XOoTsl B CeMbe paHee He bblNo 3Toro
3aboneBaHud. B nocnepytolleM, ata popma
reMounnn nepenaeTcs TpaamLMOHHO — Ha
reHeTu4yeckoMm yposHe. MeanumnHcKue
PabOTHUKM 0 CUX NOP HE BbISIBUIN TOYHbIX
NpUYnH pa3BuUTUa 60ne3Hn. OHM CHUTAIOT, YTO
3TO HOBasl MyTaLUMs reHa.



BbiaensaroT 3 BapuaHTa
nepenaum remoduinm

MaTb BNAeTCa nepeHOCYMKOM reHa, HO oTeL, —
300pOBbIN My>XUYMHaA. B 3TOM cnyyae BO3MOXHbI 4
ncxoaa, € BEPOATHOCTBLIO Mo 25%. MoXeT poaAnTbCA
3[10POBbIN CbIH WX 30pOBas Ao4b, 60NbHON CbiH UK
A0Yb-HOCUTEND.

MaTb — 340pOBa, oTel — 6oneH remodunmen. Mpu
TAKOM pacKiaZie BCce CbIHOBbS OyayT 340pOBbIMK, @ BCE
NOYEPU CTAHYT HOCUTENBbHULIAMM.

MaTb — HOCUTENb reHa, a otey 6oneH. B 3ToM
BapuaHTe MOXET 6biTb 4 UCXOAA: 3A0POBbIN CbiH,
605bHas ao4b, 60BHOW CbiH U AOYb-HOCUTENb. Y
KaXkoro ucxoaa paBHble CUJIbI.



X-cuenneHHoe peueccuBHoe HacneaoBaHme X-cuenneHHoe peueccuBHoe HacneaoBaHue

Oreu;: 340p0B Oreu;: 6onex
MaTb: HOCUTENb Martb: 3a40poBa
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3p0posbifi ol [loNb-HOCHTEND 3A0pOBbLIA CHIH Aoub-HocHTend



[emounnmna nosaBnseTcsa n3-3a
N3MeHeHNA ogHOro reHa B XpoMocoMme
X. PasnuyatoT Tpn TMna remoounnm

(A, B, C).




[emodounusa A

(peueccuBHaga myTtaumsa B X-XxpoMOCOME) Bbi3BaHa
reHeTU4YeCKMM OedeKkToM, OTCYTCTBMEM B KPOBU HEODXOONMOIO
benka — Tak Ha3biBaemoro gaktopa VIl (aHTuremodunbHoro
rmobynuHa). Takas reModunnua CHUTaAETCH KIlaCCUYECKOWU, OHa

BCTpe4vaeTcda Hanboree 4acTto, y 80-85 % OonbHbIX

remoounuen. Tsaxxenble KpOBOTEYEHUSA NPU TpaBMax U
onepauuax Habntogatotca npu yposHe VIl dpaktopa — 5-20 %.




[emodpunnsg B

Bbl3BaHa AedeKTHbIM (pakTopoM KpoBu IX (peLeccuBHas
MyTauus B X-XpoMocome). HapylueHo obpa3oBaHue
BTOPMYHOWN KOArynsLMOHHOM NpobKu.




[feMmopunnunsa C

Bbl3BaHa AedeKTHbIM ddakTopom KpoBu Xl (ayTocomMHas
peLeccuBHas MmyTtauns), M3BECTHaA B OCHOBHOM Y
eBpeeB-allkeHa30B. B HacTosuee Bpems remodounua C
NCKIMOYEHa U3 Knaccngukaumu, T.K. ee KNnnHn4Yeckue
NposaBleHnsa 3Ha4YnTeNnbLHO oTnmnyaroTcd ot A n B.
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CteneHb Ta)XeCcTb 3abonieBaHus.

CornacHo aaHHbIM BO3, ana remodpunumn A/B
CYLLIECTBYET TPU CTEMNEHU TAXKECTU
3aboneBaHus:

me TSDKenas: yposeHb paktopa VIII(IX) He
npesbiwaeT 0,1%;

m® CpeHeN THXKeCTU: ypoBeHb dakTopa VIII(IX)
oT 1% no 5%
-5 (J)‘IO?I'KaFI: ypoBeHb pakTopa VIII(IX) oT 5% ao
0

aB HOpMe akTnBHOCTb pakTopa VIII nnn IX
coctaBngeTt ot 50% no 100%.



KIMHUKa

KpoBOTOUYMBOCTb reMaToOMHOI0
Tuna, NposABnsAoLLIAACS
KPOBOMUINUAHUSIMUN B KPYIMHbIE
CcyCcTaBbl KOHEYHOCTEN
(remapTpo3bl), MNOAKOXHLIMU U
BHYTPUMbILLIEYHbLIMW
rematomamMmu, obmunbHbIMU K
ONUTENbHBLIMU KPOBOTEYEHNAMMU
npu TpaBmax, rematypuen. Pexe
HabnogalTcs 3abpOLLINHHBIE
reMaTtoMbl, KPOBOU3NUAHUS B
OpraHbl OPOLLHOW MOSIOCTH,
Kenyao4YHo-KNLLIEYHblE

KPOBOTEYEHMUS.






FemaToMa y FemaToma y peOeHKa
HOBOPOXAEeHHOro nocrie BbINonHeHUs

pebeHKa UHbeKLuU
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NMaemMnonoruns

2%1%

88%

I Nemodmnua A
H Nemodmnua B
M femodunua C

B femodmnusa
A+B



KnNMHMYeckn pasnuyatoT Tpu pasHOBUAHOCTU MOpaXKeHus
CyCTaBOB Npwv reModUnmu:

m OCTPble reMapTpo3bi;

= XPOHMYECKME rEMOPParn4eckn-AecTpyKTUBHbIE
OCTE0apTpO3bl;

s BTOPUYHLIN peBMaTOUAHbIN CUHOPOM.

TeyeHune bonesHn bonee TaXeNoe B JETCKOM BO3pacTe U B
toHoLueckue roabl. C Bo3pacTomMm TedeHne 6onesHu
CTaHOBUTCS Bosiee NerkMm, KpoBoTeudeHust bbiBatoT

pexe.
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[narHoctmka reMouinm

-AHaMHe3
-OcMoTp

-Bonpoc okoHYaTeNnbHO peLlaeTcs nNpu OLeHKe
reMoCTa3norpaMMmbl, KOTopasi obHapy>xmBaeT
rMNOKoarynsiumio BCeACTBNE Pe3KOro HapyLLleH s
NpoTPOMOUHOO6pPa30BaHMsI.

TecTbl, XapakTepusyowme nepsyto a3y CBepTbIBaHUS
KpoBM /0bpa3oBaHMe BHYTPEHHEr0, KPOBAHOIO
TPOMMIACTUHA UK NPOTPOMOUHA3bI/.

-YBENMUYMBAETCA BpeEMS CBEPTbIBAHMUSA KpoBU Mo Jn - Yauty,
6onee 10 MUHYT.

-AlTB - akTuBMpOBaHHOE NMapunanbHoEe
TpombonnactnHosoe Bpems. LLUIMPOKO B KNMHKUKE
ncnonb3yetcsa onpenenenne AlNTB (Hopma - 35 - 45) , npu
rmnokoarynaumun yanuuaetca ( npu remodpununu - AlNTB
6onblie 45").



JleyeHue

m OCHOBY J1ie4eHUA COCTaBNAET

HeobxoanmMas ao3a
KOHLEHTPpaTa onpeaensieTcs CTeneHbio BbIpaXXeHHOCTU
reMounnmn, TSHKECTbIO N BUAOM KPOBOTEYEHMUS.

s [1pn HE3HAUUTENbHLIX HAaPY>KHbIX KpoBOTeYeHusax (nopesax,
KPOBOTEYEHMAX U3 MOIOCTN HOCa N pTa) MOXET
MCNO/b30BaTbCA

[1pu
HEOCNOXXHEHHOM KPOBOMU3NNAHWUM pebeH g/ HEOBX0ANM
MOJIHbIV MOKOW, XOJ104, UMMOBMI3aLMA 6OSIbHOMO CycTaBa
rMNCOBOW JIOHIETON, B AaSIbHENLLEM —
. BonbHbIM € remodunnen
PEKOMEHOYETCH ,quTa oboraweHHas ButamuHamu A, B, C, D,
COMSAMU KanbLns u cboccbopa



[IpodprNakTUKa

Meaunko-reHeTu4yeCcKkoe KOHCYNbLTUPOBAHWE Nap Ha ctaaun ninaHMpoBaHug
6epeMEHHOCTU: paHHAA AnarHocTmka reMmodounmm Ha ctagum
npeHaTanbHOro (BHyTPUYTPODOHOro) pa3suUTUS.

[MpodhmnakTika reMapTpo30B (CyCTaBHbIX KPOBOUSNUSAHWUIA) U OPYTUX
KpOBOTEYEHUI: AncnaHcepmnsaums 6onbHbIX, BeaeHNe onpeaeneHHoro
obpasa Xn3Hn ¢ MMHMMaribHbIM PUCKOM BO3MOXHOCTU TPaBMUPOBaHUS,
paHHee ncnosnb3oBaHne 4oNyCTUMbIX BUOOB fie4ebHON OUn3KynbTypbI
(nnaBaHWe, aTpaBMaTUYHbIE TPEHAXEPHI).

Xupypruyeckasi U U3oTornHasd CUHOBIKTOMUS (MCCEYEHME CUHOBMANbHON
00605104KN cycTaBoB) — 3 MPEKTUBHBLIN METOA NPOMUNAKTUKM reMapTPO30B,
KaK 0QHOro U3 camMmblX pacnpoOCTPaHEHHbIX OCTOXXHEHNN reMoUnnn.

OpraHunsaums paHHero BBeAeHUst aHTUreMounm4ecknx npenaparoB Ha
nomy (Bble3gHble cneLumann3npoBaHHblie bpuragbl, 00y4yeHne naLmMeHToB B
LLIKONEe MEeAULIMHCKUX CecTep).

B Hanbonee Tskenbix cny4dasx nokasaHo cuctemartunyeckoe (2-3 pasa B
MecsaLl) NnpodunakTMyeckoe BBeeHNE KOHLEHTpaTa dhakTopoB
CBEPTbIBAHUS KPOBM.

[Mpn XMpypruyeckomMm BMeLLaTENbCTBE KenaTelbHa KOHCYbTaums
remaTonora u BeeeH1ne HedocTaLLmnx akTopoB CBEPThLIBAHNSA KPOBU A0
Pa3BUTUSA KPOBOTEYEHMUS.



